B nomMowWwb NnpakTukytowemy Bpavyy (nekuuu, o63opbl)

MCTI‘CMOI‘JIO6I/IH€MI/II/I (MKB-10: D74) — rerepo-
FeHHas TpynIa 3a00JeBaHui, OOYCIOBICHHBIX Pa3Ind-
HBIMU 3THOJOTMYE€CKIMU U ATOTeHETHIeCKUMU (PAKTO-
paMu, IPU KOTOPBIX COAEPKAHHE METreMOIIOOMHA
(Mer-Hb) B kpoBH mpeBBIMAET (PUIHMOTOTHIECKYIO
HopMmy (> 1-2% obero xoandecrsa Hb).
Knaccudukanms:
I. IlepBuunble (HACIEICTBEHHbBIE) METTEMOIIOGH-
HEMUU:
@ uac/ieACTBEHHbIE 3H3UMOIEHUYECKUE METTEMO-
IOOUMHEMU:
D nob6poxavectrsennsie (Tumsl I, 111, IV);
D renepammsoanHble (Tum II);

® remorno6uHONATHM, OOYCIOBJIEHHBIE IPUCYT-
CTBHEM AHOMAIBHBIX I€MOITIOOMHOB Tpymmbl M
(M-remomio6uHoOaTUA, TEMOIIOOUHO3 M).

II. Bropuunsle (IpuoGpeTeHHBIE, TOKCHYECKUE)
METTreMOIVIOOMHEMUMN:

® TOKCHMUYECKHE B3K30T€HHOTO IPOUCXOKICHHUS;

® TOKCHMUYECKHE B3HJIOTECHHOTO IPOUCXOKICHHU.

I. MepsuyHble (HacneacTBEHHbIE)
metremorno6unemun (MKb-10: D74.0)

Hacaedcmeennasa snzumonenuueckas mMemzemozao-
ounemua (HOM) xapakTepHa CHIKEHHEM FUIN TTOTHBIM
OTCYTCTBUEM aKTHUBHOCTH (PEPMEHTHBIX CHCTEM, yJacT-
ByIOIIUX B BoccTaHoBjaeHuu MeT-Hb. B 3aBucumocTn
OT MexaHusMa nospesxjenus ¢pepmenta NADH-saBucu-
Mot IuTOXpOoM-bs-penykTassl (CbsR) BbIIEIAIOT YeThIpE
TUMa 3a60J1€BaHNSI.

H9M oTHOCHTCS K TOBOJBHO PEAKUM 3a00JIEBaHU-
SIM C OGIINPHOM reorpadueil O6GHAPYKEHUS U JJIUTEIb-
Holi ucropueil. IlepBeIil ciayuait 6bLT 3aUKCHPOBAH
6oJiee BeKa Hasajl, a IepBas MyOoJUKaAIldsd MMOIBUIACH B
1932 roxy. Ha cerogns B mupe onucano oxoso 600 ciy-
vaeB HOM. Haubosbinee nx yucio BeisgBieHO B EBpore,
onHako omucanbl caydan HOM B Kurtae, Unauu u Ad-
puxe. O6Hapy)eHO TpU 3HAeMIUYeckux oyara HOM cpe-
JI MHJIEUIeB U 3CKMMOCOB Ha Ajsicke u B Axyrumn.

E.l. KazaHey

defepanbHbll HAYYHO-KIUHWYECKNA LLEHTP AETCKOWN reMatonorum,
OHKOMOrum, ummyHonorun, Mocksa

MeTremorno6uHemum

Ilamoeenes. Metr-Hb — npoayKkT okucIeHHUS kejesa
B MoOJeKyJae remornob6uHa. HopmanbHas okcureHanms
reMOIIOOMHA MPEAINOJIATaeT BBICBOOOXKIEHUE DJIEKTPO-
Ha M3 aToMa XeJje3a JJIs CBSA3M ¢ KucaopojoMm. JKeneso
pu 3ToM npuobperaet peppodopmy (Fe™), a xucio-
pox mpeodpasyerca B cynepokcus (Oo-). Ilpu neokcure-
HaIlMH 3JIEKTPOH BO3BPAIAETCS K aTOMY JKese3a (skeie-
30 nIepexoauT B peppodopmy — Fe*') u BbicBOGOXKIaETCA
mosekyna kuciaopoga (Oy). OcHoBHaAA (pepMeHTHAS CUC-
TeMa, ydacTByoomas B 3ToM mporecce, — CbsR (nim
NADH-¢peppunnannapeaykraza, NADH-gerungporena-
3a, amacdopasa I, NADH-mMeTreMormo6uHpeaykTasa,
NADH-neruaporenasa) / spUTpOLUTAPHBINA HUTOXPOM
bs. Ilpu 610Kane 3TOM CUCTEMBI BCJIEACTBUE I€HETHUUYEC-
KHX /1e(PEKTOB CTUMYJIUPYIOTCS MUHOPHBIE ITyTH IPSIMO-
ro BOCCTaHOBJIeHUA MeT-Hb 3H10TeHHBIMU BOCCTAaHOBU-
TeJaMU (aCKOPOMHOBOI KUCJIOTOH, BOCCTAHOBJIEHHBIM
ITIOTATHOHOM, (PIaBMHOM, TE€TPAruApONTEPUHOM, ITHC-
TEMHOM, META00JIUTAaMH TPUITO(AHA) WIH APYrUMU
CHCTEMaMM.

Eciu »xese3o reMa He IepexoguT o6paTHO B peppo-
¢opmy, To obpasyercsa mer-Hb, uTro B cBOIO Ouepenb
IPUBOJUT K HAPYHMICHUIO TPAHCIIOPTA KUCJIOPOJA.

ITpu BblcOKOM copepkanuu MeT-Hb npucyrcrByior
KaK IOJHOCTbIO OKHCJEHHBbIE Mojekynbnl Hb, Tax u
JACTUIHO OKMCJICHHBIE — TAaK HAa3bIBAEMbIE «BAJICHTHbIE
ruOpUbI» C U3MEHEHHBIMHU (PYHKITMOHAJIBHBIMU Tapa-
MeTpamu. OHU BBI3BIBAIOT HAPYIIEHHE ITPOIECCOB OKCH-
reHaIlud OPraHOB M TKaHEH C Pa3BUTHEM THIOKCUU
u nuaHo3sa. Iloasienue HeBPOJIOruY€eCcKO CUMIITOMATH-
KM CBSI3aHO C HAPYIIEHHEM JieCaTypalluy M 3JIOHTaIun
KUPHBIX KHCJIOT B HEHPOHAX, UYTO IOJTBEPXKAECHO
CHIDKEHHUEM COJIEPKAHUSI HEHACBIMEHHBIX >KHUPHBIX
KHCJIOT B ayTONTATE MO3Tra G0JbHBIX.

Ienemuxa. Tun msacregoBanusa HOM - ayrocomHO-
peneccusubiil. Ien CbzR kxapTuposan Ha Xpomoco-
Mme 22, re” nuToxpoma by — Ha xpomocowme 18. B murepa-
Type ONMCAH JHUMIb OJUH CAydall TOMO3UTHOI'O COCTOS-
HHS [0 CIVIAaMCUHI-MYyTaIluM, MPUBOAAIICH K IPEXKIEB-
PEMEHHOMY HOSBJIEHHUIO CTOMN-KOJIOHA U CUHTE3y YKOPO-
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YEHHON NOJMIENTUAHOHN 1€ 3PUTPOLMUTAPHOrO ITU-
ToXpoma by.

Ien CbzR nmeer nBa mpoMoTOpa, 4TO OGECIIEUNBAET
cuHTE3 JABYX (popMm 3TOro (pepMeHTa: PacTBOPHUMOIO
spurponutapHoro CbzR n MmeM6panocssisanHOro, 06Ha-
PY’KEHHOI'O B T€MATOIUTAX U APYTUX KIETKAX, y4aCTBYIO-
HIETO B JECaTypariid U 3JOHTAIlUM JKUPHBIX KHCJOT.
Myranuu, Hapymaoomye CTadHILHOCTL (bepMeHTa, HO
HE 3aTparuBalolUe €ro KaTaJIUTHYECKHE CBOMCTBA,
BBLI3BIBAIOT META0OINYECKIE U3MEHEHNS TOJIBKO B 6€35-
AME€PHBIX dpUTponuTax. MyTanuu, 3aTparusaioniue
KaTaIUTHYECKUA IEHTpP, HapyllaloT MeTabOoIM3M BCEX
KJIETOK, aKcrpeccupyiomux CbgR.

Tun I - Toueunsie myranuu B rene CbgR, npusojs-
mue K IOTepe aKTMBHOCTU LMTOILIA3MATHUIECKOTO
¢depMeHTa B 3pUTPOIUTAX.

Tun II - TodeyHblie MyTanuy, BAASIONIE HA KaTalu-
TUYECKYIO AKTUBHOCTDb WM 3HAYUTEIbHO U3MEHSIONE
crpykrypy CbgR, npusogsamue k nedexry ee akTuBHOC-
TU B KJIETKaX KPOBU, MUOLUTAX, FENATOLUTAX, KI€TKaX
HEPBHOH cHCTeMbI 1 (UOPOGIACTAX.

Tun III - Todeuynbple MyTauu, IPUBOAAIIME K IIOTE-
pe aktuBHOCTH pactBopumMoit CbzR Bo Bcex remonoaTu-
YECKUX KJIEeTKaX.

Tun IV - MyTanuu B rene nuroxpoma by, npusoasame
K CHIDKEHUIO COJIEPKaHus KOPEePMEHTA B SPUTPOLIUTAX.

Ierepo3urorsl He MMEIOT CIIOHTAHHBIX KJIMHUYEC-
KHMX MPOABJIECHUN, OJJHAKO Y HUX IOBBIIIEH PUCK Pa3BU-
THA TOKCUYECKON METTeMOITIOOMHEMHH IIPH CONPUKOC-
HOBEHUHU C HEKOTOPbIMH XMMMYECKHMMHU BeEIeCTBaMU
WJIU IPpU IpUEME HEKOTOPBIX JEKAPCTBEHHBIX CPEJICTB
(em. nuonce).

Kaiunuvwecxue gopmn HIM

Aobpoxavecmeennan gopma (tumsl 1, 111, IV) — Han-
6osiee pacnpocTpanenHad. AKTuBHOCTb CbgR B apuTpo-
IIUTaX OTCYTCTBYET WM 3HAYUTENbHO cHInKeHa. Cre-
IE€Hb BLIPAKEHHOCTU KJIMHUYECKUX IPOSIBJICHUI 3aBU-
cut ot kKonumdectsa MeT-Hb, ckopocTu passurus metre-
MOITIOOMHEMMH, KOMIIEHCATOPHBIX OCOOEHHOCTEN cep-
JEYHO-COCYAMCTOM, JIbIXaTeJIbHOM 1 KPOBETBOPHOII CHC-
TEM B IIpoIlecce ajanTaluy K runokcun. Ilosbimenue
MmeT-Hb 10 10% uae Bcero He gaeT KIMHUYIECKH BbIpA-
JKeHHBIX nposisaenuii. Ilpu nopeimenun met-Hb B nipe-
aenax 10-20% mosiBisieTcsl IMAHO3 CIU3UCTBIX U KOX-
HBIX IIOKPOBOB, BOSHUKAIOT 06IIast C1ab0CThb, HEJOMOTa-
HUeE, OCTab/IeHEe aMATH, Pa3ApakKUTeIbHOCTD, TOIOB-
Hple 6omu. Ilpu comep:xanmuu mer-Hb B mpepemax
30-50% x BBIETICPEUNCICHHBIM CUMIITOMAM IPHCOE-
JUHAIOTCA GONMM B CEpJIE Pa3IUYHOIO XapakTepa,
OJIBIIIKA, TOJIOBOKPYXKEHHE, PE3KO BBIPA’KEHHBIN Iua-
HO3, IOBBLINIEHHAS BA3KOCTL KpoBu. CojepikaHue MeT-
Hb 6omnee 70% HeCOBMECTHMO C KUBHBIO.

B ocHOBHOM manUEHTHI GOJIbIIE «CHHHE», HEKEIIH
«6ospHBIe». 1IlMaHO3 KOXKY 1 BUJMMBIX CJIM3UCTBIX 000~

JIOYEK, OCOOGEHHO 3aMETHBII B OOGJACTH HOCOTYOHOTO
TPEYrOJIbHUKA, MOYEK YIIEH, HOITEBOTO JIOXKA, ITOJOCTU
pTa, nposBiseTcs ¢ poxaeHnsa. OKpacka KOKHBIX HOK-
POBOB BapbUPYET OT CEPO-3EMIUCTOH 0 TEeMHO-(pHOJIE-
TOBOW.

Y HOBOPOXX/JIEHHBIX MOTYT HAOIIOAATHCS M3MCHCHHUS
YaCTOTBI CEPJCYHBIX COKPAIECHUH, CUCTOJNICCKUH ITyM
B CEpALe, MPU3HAKY runmokcuu Mmuokapaa Ha DKI, raxu-
M GPAANITHO?, CHIDKEHUE JIBUTATEIbHON AKTUBHOCTH,
YaCThIE CPBITUBAHUSA. DTU COCTOSHUS HEOOXOAMMO Tud-
(pepeHIMIPOBATHE C BPOXKJICHHBIMU ITIOPOKAMU CEPJIA
«CUHEr0» TUIIA.

ITponoKUTEIBHOCTD )KU3HH ALIUEHTOB HE CTPANACT.

bepemennocTs y 6osbHbIx HOM mporekaeT HOp-
MaJIbHO.

lenepasuszosannas gopma HIM (tun II) menee
PaCIpOCTpaHEHa, XapaKTePHU3yeTcs ACPUIINTOM ITUTO-
XpOM-bs-pesiykTa3sl BO BCEX KJIETKAX U TKaHAX. TeueHune
3aboseBaHus nmporpeccupyomee. Havaro kimHnaecknx
IIPOSIBJICHUI — B HEOHATAJIBHOM IIepuoje. 3aboieBaHme
MaHUQECTUPYET PA3NIUTHIM IIUAHO30M U TPyOOI 3a1epK-
KON IICUXOMOTOPHOIO pa3BUTHSA, MHUKPOIe(hAINEH.
IIporpeccupyior 3aiepKKa pocTa, ICUXOMOTOPHBIE pac-
CTPOICTBA, OIHICTOTOHYC, ATETOUIHBIC JBIKCHUS, KO-
comnasue, FreHEPAINM30BAHHBIN MBIIMICYHBIN THIIEPTOHYC,
YMCTBEHHAsI OTCTaNIOCTh. CMEPTh HACTYIAET B IIEPBBIC
TrOJbI )KU3HU.

Jabopamopruas duaenocmuxa. BeHO3HasT KpOBBb
MMEET IMIOKOJIAJHO-KOPUYHEBBI OTTEHOK U HE AJIEET
IIpU COIPUKOCHOBEHUHU C BO3AyXoM. O6mmii n 6uoxu-
MUYECKAI aHaIU3bl KPOBU — 6€3 OTKJIOHEHHI OT HOP-
Mbl. KucroponHo-mucconyionHeie KpuBbIe KPOBU IPU
H9M casunyTs! BiesBo (Pj, moseimeno, koagguuueHT
Xwmwra (n) CHIDKEH, TO €CTh YMEHBIIECHA KOOIIEPAaTUB-
HOCTBb T'€MOB B IIPOIECCE MPUCOCAUHEHUS K HIM MOJIe-
Ky kuciaopona). /s onpenesneHuss COAEpKaHUSI MeET-
Hb u axtusHocT CbgR 1cnonb3yloT reMonsar, JelKo-
OUTHI TepuEePUIECKOl KPOBU, KyJIbTypy (pudpobdiac-
TOB, 6uonTar nedenu. Met-Hb onpeznensior HeckoOIbKH-
mu Mmertojgamu: Ha CO-okcumerpe, merojom Evelyn-
Malloy. AxktuBHOCTh CbsR B a3puTponuTax onpejenser-
ca o merony Hegesh. 3nauenus 0-0,5 ex. akTuBHOCTH
XapakTepHbI 151 romo3urot; 0,6-1,6 ef. — ju1a rereposu-
rotT; 2-4,5 ex. — 115 3TOPOBBIX JIIOJEH CTapIle OJJHOIO IO~
Ja. /lmarHoCTHKa reTepO3UroTHON (POPMBI Y AeTel paH-
HETO BO3PACTA 3aTPYAHEHA, TAK KaK CTAHOBJICHHE aKTHB-
HOCTU (pepMEHTA HAaYMHAETCs ¢ 6 Mec U 3aBepIIaeTcs K
IIEPBOMY TOJIy >KM3HU. B mabauye I npuBeaeHsl HOP-
MaIbHbIE 3HaYeHUs akTuBHOCTU CbsR y nereit nepsoro
roJa >X1U3HU.

Jlevwenue HarpaBIeHO Ha BoccTaHOBIeHUE MeT-Hb,
KyIMPOBAHHE I[MAHO32 M OCYIIECTBISACTCS JBYMS TPyl
IIaMU BEIECTB — HEITOCPEACTBEHHO XMMHIYECKH BOCCTA-
HapauBaomumu MeT-Hb (ackop6unoBas kuciaoTa) u ax-
TUBUPYIOUUMH (DEPMEHTATHBHBIEC BOCCTAHOBUTEIBLHBIC
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CHCTEMBI 3PUTPOIMTA (METHIEHOBBIM CHHUIL). Ackop-
6unoBas kuciora (AK) HasHavaeTcs BHYyTphb B pa3oBOii
go3e 300 Mr Tpu pasza B CyTKH B TeueHHe 3—4 nHeil (3a
aToT nepuoj, yposenb MeT-Hb cHmxaercs xo 9-10%),
3aTeM — B nojep:kuBaonieii gose 50-100 mr Tpu pasa B
cyrku B Teuenue 2-3 mec. Ilpuem AK B nosax, npespinna-
10mux (U3NOJIOrHYECKHE, MOXKET YKOPaduBaTh IIPO-
TPOMOHHOBOE BpEMs, pa3pymaTs BuTaMuH B12, crroco6-
CTBOBATb 0OPA30BAHMUIO OKCAJTATHLIX KAMHEH B MOUYEBBI-
BOAAIIMX IIyTAX, OKAa3bIBATh YrHETAIOUIEE BJIUSHMUE HA
MHCYJISIPHBIHA allliapaT IO/PKEJIyJOYHOM XKele3bl, CTUMY-
JUpPOBAaTh OOpa3oBaHUE KOPTUKOCTEPOHUAHBLIX T'OPMO-
HOB, YTO IIPH U3BECTHBIX YCJIOBUAX MOXKET IPUBECTH K
HOBPEXIECHUIO KJIYOOUKOB ITOYEK U Pa3BUTUIO apTepu-
aJIbHOH runepTeH3uu. B cBA3u ¢ 3TUM Heo6XoAUMO Je-
JIaTh nepepbiBbl Ha 2—-4 Hexenu Mexay kypcamu AK u
TIIATETbHO KOHTPOJUPOBATbL COCTOSHHUE ITaIlEHTA.
Jleuenue noxknzHeHHOE. DPEPEKTUBHBIX METOJOB KOpP-
PEKIMK HEBPOJOTUYECKUX HapymeHui npu ture 11 mer.

Ipoguraxmuxa — METUKO-TEHETHYECKAS KOHCYJIb-
TaIUsA U IPEeHaTaIbHAA JUATHOCTUKA (TOJBKO JUIS THIIA
II) s mpegoTBpaleHUs POXKICHUS OOJBHBIX JETCH.
IIpu Tune II BO3MOXKHO omNpeneIeHrue aKTUBHOCTU MYy-
TAHTHOTO (PEpMEHTA B GMONTATE XOPHOHA U KYJILEType
AMHHOLIUTOB.

I'emoznobunonamuu, obycaosaennsie npucymcmeu-
eM aHOMAALHBIX 2emozaobounos epynnot M (M-remorio-
OuHOIATUsI, reMOIOOUHO3 M)

Iemormo6uHO3 M XapakTepeH HaIM4YHEM aHOMaJb-
Horo remomto6una rpynnel M (HbM). K aToit rpynme
IIpUHA/UICKAT 2 O-IIOOMHOBBIX BapHaHTa, 3 -IOGHHO-
BBIX BApMAHTA U 2 Y-IIOOMHOBBIX BADUAHTA aHOMATbHBIX
Hb.

Iemormo6uno3 M - eme Gosee peakas aHOMAaIus,
yem HOM (na 20 crygaes HOM npuxozpurcsa ogus ciy-
4aii remorio6unosa M). Ilepssriit corygait HbM 6611 omtu-
can B 1948 roxy Horlein 1 Weber. Criopajuueckue ciy-
yau reMomo6nHo3a M JMarHOCTHPOBAIU CPEAU pas-
JIMYHBIX 3THUYECKHUX I'PYII B Pa3HBLIX CTpaHax — Besn-
ko6purannu, lepmannm, Ppanrun, Hopserun, Ilos
me, Kanage, CIIIA, Mpane, IOAP, Hosoii 3enangun,
Anonuwm, JIutse, Ykpanne, Apmenuu, beropyccun, Ipy-
3UH, pa3sHBIX pernoHax Poccumn.

Iemorno6uno3 M HacieayeTcs TOJIBKO ayTOCOMHO-
JOMUHAHTHO. [OMO3UTOTHBIX GOJIBHBIX 10 HACTOSIIETO
BPEMCHH HE BBISBJICHO.

Ilamoeenes. XapaKTepUCTHKA IeMOITIOGUHOB T'PYIT-
bl M nipescraBieHa B mabauye 2. Bce onn umeor 3ame-
HBbI aMHHOKHUCJIOT B 06JJaCTH TEMOBOTO KAPMaHA B HEITOC-
PEACTBEHHON GJIM30CTH OT aTOMA XKEJIE3a, YTO BJIHSICT
Ha Iporiecc okcureHaru. OCHOBHOE 3HAYEHUE JUISI 3TO-
ro npormecca uMeioT F-8 ructruaael, Ha3pIBacMbIE ITPOK-
CHMAJIBHBIMU, OGECIIEYHBAIOIUE HEIIOCPEICTBEHHYIO
CBA3b remMa ¢ DIOOUHOM. E-7 rucTuauHbl — AucTanbHble,
IpEIOXpaHsAIONmIE JKeJe30 B reMe oT okuciaeHus. E-11
BAJIMHBI — PETYIATOPBI CKOPOCTU IPUCOEAUHEHUS KHC-
Jopoja. 3aMeHa TPOKCUMaIbHBIX (F-8) v quctanbHbIX
(E-7) rucruaunos Ha THposuH win BaauHa (E-11) Ha
DIMIFH TPUBOJUT K TOMY, UTO XKEJIE€30 B reMe HaXOAUT-
Cs1 B OKHUCJICHHOI (hOpMe U HE CIIOCOGHO 06PAaTUMO IIpH-
COEJIUHSATD KUCIOPOS.

ITo (pyHKITMOHAIBHBIM CBOMCTBAM O- M [-BapHUAHTBI
CYIIECTBEHHO OTIIMYAIOTCS APYT OT APYyra: JUIsl O-BapHaH-
TOB XapaKTEPHO HIU3KOE CPOJCTBO K KUCIOPOJY U 3HATH-
TeapHOE CHIDKeHHe 3ddekra bopa, mrs f-BapuanTos —
HOPMaJIBHOE WJIH IOBBIIMICHHOE CPOJACTBO K KHUCIOPOJIY
1 HopMaabHbIN 3¢ dexT bopa.

Conepxanne HbM B spurpornurax GOJBHBIX IIPHU
HAIMYUU MYTalMH B O-TVIOGMHOBON IIEIH COCTaBJISIET
15-30% o6wmero koaumuecrsa Hb, npu myranuum B
B-rmo6unosoit nenu — 40-50%.

Kaunuuvecxue npossaenuu. llnanos npossisiercs B
paHHEM BO3pacTe (C POKACHUSA y HOCUTEICH O U Y-BapH-
aHTOB; ¢ 3-4 MecC XU3HHU — Yy HOCHUTEJICH [(-BapHaHTOB),
korna nmpoucxoaut cmeHa HbF (aoys) Ha HbA (a9B,). ITo
3TOH XK€ IMPUYINHE Y HOBOPOXKACHHBIX C MyTaIlei B |-
IOOMHOBOM HEINH [[UAHO03 UCYe3aeT K 3—4 MecC KU3HU.

CrerneHp BRIPKEHHOCTH IMAHO32 Pa3JNdHA: 6osee
BBIPKCH IIMAHO3 CIM3UCTOU Iy0, HOCO-TYGHOTO TpEy-
rOJBHUKA, B MEHBIICH CTEIIEHN — HOTTEBOTO Joxa. [1pu
(pusmyeckoit Harpyske U MepeoxIKICHUN [IIaHO3 YCH-
smBaercs. [Tpu Hammany f-rmo6unosoro BapuanTa HbM
MO3KET IIPUCYTCTBOBATD JIETKUI T€MOJIUTHYCCKUN CUH/I-
pOM, 9TO, IO-BUAMMOMY, CBSI3AHO C HEKOTOPOW HECTa-
GMIBHOCTDBIO aHOMabHOTO Hb.

ITponomKUTETBHOCTD JKU3HU GOTBHBIX HE CTPAAACT,
VIMEETCS JIUIIb KOCMETHIECKUNA Te(EKT.

Tab6bnuya 1

AktnsHocTb NADH-3aBucumoil untoxpom-bhs-peaykrasbl B NynOBUHHOH KPOBHU
My AETei NepBoro ropga XU3HW B HOpME

AKTHBHOCTb | TlynoBuHHas | Bospact

ChyR, en. : KPOBb  :3-6 gueii: 1mec : 2mec : 3mec : 4mec ; 5mec : 6mec : 7mec : 8mec : 9mec ;10 mec : 11 mec ; 12 mec
Cpeauee f : 5 5 : : : :

sHavewwe | V14 1150114 0 17 0 1,65 1,60 1,80 0 220 0 182 0 230 0 210 2,00 | 211 . 2,00
CtanpapTtHoe

oTKnOHeHWE 0,14 § 0,9 § 0,04 § 0,14 § 0,13 § 0,16 0,14 0,08 : 0,06 0,16 0,13 0,07 0,09 0,15
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Jabopamoprnas u oup@epenyuarvrnans ouazrnocmu-
Kxa. BeHO3HAsd KPOBh UMEET KOPUYHEBBIA OTTCHOK, IIPU
COIPUKOCHOBEHHH C BO3IyXOoM He ajneeT. [lapnnansHoe
nasiaenue Oy (pOg) B BEHO3HOIT KPOBU B IIpEJeIaxX HOP-
MaIbHBIX 3HaueHU. Konmdecrso met-Hb onpenensior
TPaAUIIOHHLIM CIIEKTPAJILHLIM METOLOM: B CJIydae O-Ba-
PUAHTOB — B IIpeJesaX HOPMBI;, B CIydae [-BapuaHTOB
nHorza gocruraet 10% 1 He COOTBETCTBYET CTEIICHH I1H-
aHO3a, IIO3TOMY HEOOXOJMMO HPOBOJUTHL CIIEKTPaIb-
Hbiil anamm3 Hb npu mmae Borasr 631, 502 u 600 HM
¢ pacueroM Ko3ddunuenTos berke, To ecTh oTHOIIE-
HMIl ONTHUYECKUX IUIOTHOCTEHl NIpHU JJIMHAX BOJH
630,600 M 1 500 /600 aM (B HOpME 630,/ Ay600 = 1,255
His00/ Dasoo = 2,8). IlpucyrcTBre CTPYKTYpHO aHOMaJIb-
HBIX reMorIo6uHOB HbM MOKHO BBIABUTE IIPH 3JIEKTPO-
¢opese remormo6uHos (HbM nmeioT pazIndHyio 3JIeKT-
POdOPETHIECKYIO MOABUNKHOCTD, (PYHKIIMOHATbHBIC
CBOIICTBA) IIPU HCCJIEAOBAHUY CIIEKTPOB 3JIEKTPOHHOTO
IapaMarHUTHOTO pe3oHaHca. B HacTosmee Bpems nuar-
HOCTHKY IPOBOJAT B OCHOBHOM MOJICKYJSPHO-TEHETH-
YECKUMH METOJAMU.

Jna pudpdepeHnnatbHON AMATHOCTHUKH HaCIE-
CTBEHHBIX METTEMOIVIOOMHEMUI HCIOJIbL3YIOT: aHAJIHN3
CHEKTPaJbHBIX XapaKTEPHCTHUK, U3MEPEHHE aKTUBHOC-
T CbsR (mpu remorno6unose M ee akTUBHOCTD HE H3-
MEHEHA), MHKyOAIMIO BEHO3HOM KPOBHU C METHUICHOBLIM
CHHUM (HE BOCCTAaHABJIUBAET OKHUCIEHHOE JKEJIe30 B Te-
Max aHoManbHbIX HbM, nBeT kKpoBU He HM3MEHSAETCH),
AHAJIN3 W WHTEPIPETAIUIO CEMEHHBIX POJOCIOBHBIX
(T HaCIEeOBAHMSA ).

Jevenue: He TpebGyerca. Kocmernueckunii pedexr
(IMaHO3) He KynupyeTcs HUKAKUMU M3BECTHBIMU Cpex-
cramMu. KauecTBO 1 IPOJOKUTEIBHOCTD XKU3HU HAI-
€HTOB HE CTPAJACT.

Il. BropuyHble (npnobpeTeHHbIE, TOKCUYECKHE)
MEeTremMorno6uHemnu
(MKB-10: D74.8 spyrue MeTreMorioGHEMIH )
Toxcuueckue memeemozaobunemuu 3IHA02eHH020
npoucxondenus Pa3BUBAIOTCS BCIEACTBUE HAPYIICHUS
MPOJYKIIUYA U BCACBIBAHUS HUTPATOB IIPU SHTEPOKOJIU-
Tax (TaKk Ha3bIBAE€MBII SHTEPOreHHbII Inano3). TouHsrit
MEXAHHU3M Pa3BUTUSI METIE€MOINIOOMHEMUN HEU3BECTCH,
HO MOJK€T BKJIIOYATh IOBBIIEHHYIO SHJIOTE€HHYIO IIPOAYK-
LIUIO HUTPHUTOB.

Toxcuueckue Mmemeemoerobumemun
NPOUCKONCOCHUSL BOZHUKAIOM:

D mpu BO3AEHCTBUM XUMHYECKUX Ar€HTOB: HUTPO-
aTaH (KUAKOCTh JUIS CHSTHUS JaKa C HOTITeil),
AaHWINH (HEKOTOPbIE CPEACTBA AE3UH(MEKINH,
Mapkepsl, (ypanuuinH), Ha(TaIUH, OKHUCH
azoTa, HUTpUTHI (peppur-, ammr-, K-, Na-, n3o06y-
TUJI), HATPAThl (IpeBpalaemMbie GAKTEPHUIMHU
B HUTPHUTHI);

D mpu mpueMe BHYTPb HEKOTOPBIX JIEKAPCTBEHHBIX
cpelcTB (KaK B peKOMEHIOBAHHBIX, TAK U B IIOBbI-
HMIEHHBIX [JO033X): IPOU3BOJHOE HUTPOGEH30A
(ameramMuHO(pEH), aHAIBreTUKU (aI[CTAHUIN,
¢eHaneTHH), HUTPOGEH30JIbI/ HUTPOOGEH30ATHI,
HUTPOIIULIEPUH, HUTPOQYPArUH, TPUHUTPOTO-
JIyoJI, TUAPOKCIJIAMUH, JUMETUIAMUIH, MECTHBIC
aHecTeTUKH (IMZOKAUH, NPUIOKAUH, GEH30Ka-
UH), JamlcoH, QIoTaMuL, MEeTOKJIOIpaMu]
(Ilepyxan), cynbdaMeToKcasos, CyIb(paHuIamMu-
abl, MeHaauoH (ButamuH Kj), HapTOKBHUHOH,
¢enazonypugun  (Ilypuauym), anTHUOHOTUKU
(aMIUIMIMH, aMUKAIUH, TeHTAMHULUH, KapGe-
HULALIVH).

IK302¢HHO20

Ta6bnuya 2

Ceoiictea HbhM

(The Molecular Basis of Blood Diseases (second edition), eds: G. Stomatoyannopoulos,
A.W. Nienhuis, Ph.W. Majerus, H. Varmus, W.B.

Saunders Company, 1987)

Femorno6uu CTpykTypa lenuke CpoactBo k kucnopoay (P50 dthdekT bopa
M-Boston a58 His—Tyr E7 : CHuUXeHO CHuXeH
M-lwate a86 His—Tyr F8 CHUXEHO CHuUXeH
M-Saskatoon p63 His—Tyr E7 He nameHeHo HopmanbHbiii
M-Hyde Park B92 His—Tyr F8 He nameHeno HopmanbHbli
M-Milwaukee-1 B67 Val—Glu E11 CHUXEHO HopmanbHbiit
FM-0Osaka y63 His—Tyr E7

FM-Fort Ripley v92 His—Tyr F8
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B nomMowWwb NnpakTukytowemy Bpavyy (nekuuu, o63opbl)

HexoTopple 13 HUX HENOCPEACTBEHHO OKHC/ISIOT
Hb, zpyrue, obGpasys HmpoMeKXyTOYHBIE arpecCHUBHBIE
copMBI  KHCIIOpPOJA, CIOCOGCTBYIOT OOPA30BAHMIO
meT-Hb.

K rpynme pucka BO3HUKHOBEHHS TOKCHYECKOH MeET-
reMOIIOGMHEMHUN OTHOCSTCS: IreTepo3uroTsl mo HOM
32 CYET MOBBIIIEHHON CKJIOHHOCTU K OGPa30BaHUIO MET-
Hb (axTuBHOCTB CbsR cHmKEHA Ha 50%), HOBOPOX/ICH-
Hble, 0COOEHHO HEJIOHOIEHHbIe (fedunuT pepmMenTOB
CbyR, rmoraTnonpeAyKkTassl, yBeIMYeHHAsA CKOPOCTD ay-
tookuciaenus HbF no cpasnenmio ¢ HbA u wacro nanu-
qne B JKKT ycroBHO maToreHHoi ¢uropsr).

M3BecTHBI cjly9ad BO3HUKHOBEHUS TOKCHYECKOM
METTeMOITIOOMHEMHH IIPU YIIOTPEOJEHNN KOJIOAE3HON
BOZBLI (IIPHCYTCTBUE HUTPATOB, IPEOOPa3yIOUIUXCA B
JKKT B HUTpPUTBI), HENPABUJILHO IIPUTOTOBJIEHHBIX
oBOIIEH (HapuMep, MITMHATA), IMEIOIUX B CBOEM COC-
TaBe HUTpPAT-PEAYKTA3Y.

IIpu TOKCHUYECKOI METTEMOIIOOMHEMUN OY€Hb BAXK-
HO BBISIBUTD areHT, A€ CTBIE KOTOPOTO IIPUBEJIO K 3a00-
JIEBAHUIO.

OcTpble OTpaBIEHUS NPEACTABIAIOT YIrpo3y IS
JKU3HH, TIO9TOMY TE€M, Y KOT'O NPOSBJISAETCSA aTUIMYHBIA
IIIaHO3 WJIM IIMAHO3, COYETAIOIUIICA C HOPMaJIbHBIM CO-
JepKaHUEeM ra3oB KPOBH, TPeGyeTcsa N3MEPEHHE COAEp-
skanusa met-Hb.

Auaznocmuxa. JuarsocTudeckue KpUTEPUH TOKCH-
yeckux (OpM METreMOIIOOMHEMHUH Y JeTel paHHEero
BO3paCTa: OTYETIUBLIN I[UAHO3 C (PUOJETOBLIM OTTEH-
KOM, MBIIIEYHAs TUIIOTOHMS, CHIDKEHHUE JBUTATEIbHON
AKTUBHOCTH, CPBITMBAHMA. Y JA€TEH CTapIIero Bo3pacTa
U B3POCJIBIX KJIMHUYECKUE ITPOSBIEHHS CXOJHBI C TaKO-
BeiMUu 11pu HOM u 3aBucar ot cojepxanus met-Hb B
KPOBHU, TO €CTb OT CTENEHU HACHIIEHUS KHUCIOPOJOM
TKaHEH, NoBbIeHus ypoBHsa MeT-Hb mpu orcyrcrsun
HAaC/IE€ACTBEHHBIX METTEMOIIOOUMHEMUI U ITATOJIOTHH CO
CTOPOHBI JIEFTKUX U CEPAEYHO-COCYAUCTON CUCTEMBI.

Jlevenue. Jlerkue ciaydan He TPEGYIOT JE€YEHMUS, I1O-
Ka3aHO JUHAMUYECKOe HabmojeHue B TedeHue 1-3
JHEH, moka ypoeHb MeT-Hb He cHM3UTCA 10 HOpPMab-
HBIX 3HAYEHUN. B cpegHeTIKeNbIX cIydasx peKoMeHIy-
€TCsl BHYTPUBEHHO BBOJUTDL aCKOPOMHOBYIO KHCJIOTY B
go3e 200-300 mr/xr/cyT. B TsxKenbIX CIy9asx TOKCH-
YECKOl MEeTreMOIIOOMHEMUH JIeUYeHUE HAYMHAETCH C
BHYTPHUBEHHOTO BBeleHU (B TedeHue 3-5 MIH) MeTIe-
HOBOTO CHHETO B 03¢ 1-2 mMr/Kr maccel Teaa B pusno-
Jorudeckom pactsope. Ilpu Heob6xomMoCTH BBEAEHNE
MO>KHO MOBTOPUTH Yepe3 30 MuH B fo3e 1 Mr/Kr maccsl
tena. i un ¢ gepunuToM rmokoso-6-pocdar gerua-
porenasnl BBoAuTh MC KaTeropuyecky 3alpelnieHo B
CBSI3W C BBICOKMM PUCKOM Pa3BUTHS MAaCCUBHOTO BHYT-
pucocyaucroro remosmsa. Jia HUX, a Takke B Caydasx
KpaliHe TSKEJIOro IOPakeHUs IIOKAa3aHO IPOBEJEHUE
o6MeHHOro nepenusanusa kposu. Ilpu Heob6xoaIMOCTH
IIPOBOJAT OKCUT€HOTEPAIIHUIO.

IMopnepxusatontyio tepanuio AK mwmu MC per os
MOYXXHO HAa3HA4yaTb IIOCJE IPEOJOJIEHHS KPUTHYECKOI
CUTYyaIUN.

BrIcTpRI TOMCK U yaJeHne TOKCUYECKOTO areHTa —
HanboJIee BasKHBII (PAKTOP, COMPOBOKIAIOIINIT TEPATIHIO.
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