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IIpoBenen ananu3 OmyOIMKOBAHHBIX JAHHBIX 10 BOIPOCY I'€HETHYCCKHUX (hAKTOPOB PAa3BUTHUS I'€MOIUTHYC-
CKHX aHeMuil (MeMOpaHonaTHii, sH3uMonaTuif). CIIMCOK BO3MOXHBIX MyTallHi IIPU ONpeeIeHHOI (hopMe aHeMHU
000011eH B BUie Tabmuil. JJaHO MOHATHE O CYLIHOCTH, CTPOCHUM U (yHKIIMM OCHOBHOW KJIETKM KPACHOM KPOBU —
spurpouure. [IpuBeneHa kinaccuUKALUs Pa3IMYHBIX TPYHI aHEMHH, IPHYNHBI HX BO3HUKHOBCHUS, BO3MOXKHBIC
CHMIITOMBI IIPOSIBIICHUSI 3a00I€BAHIS, IIPOTHO3 JUIS KU3HU. 3aTPOHYTHI aCHEKTHl JOHOPCTBA IpH (hepMenTonedu-

IIUTHBIX COCTOSIHUAX JOHOPOB U PEUUITMEHTOB.
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GENETIC ASPECTS HEREDITARY HAEMOLYTIC ANEMY (ENZIMOPATY)
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The analysis of the published data on a question of genetic factors of development of haemo lytic anemias
(Membranopatiya, enzimopatiya) is carried out. The list of possible mutations at a certain form of anemia is
generalized in the form of tables. The concept about essence, a structure and function of the main cell of red blood —an
erythrocyte is given. Classification of various groups of anemias, the reasons of their emergence, possible symptoms
of manifestation of a disease, a forecast for life is given. Aspects of donorship are mentioned at fermentodefitsitny

conditions of donors and recipients.
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OPUTPOLHTHI — BEICOKOCTICUAIN3UPOBAH-
HBIE KJIETKH, KOTOpBIE TEPEHOCST KHUCIOPO
OT JIETKUX K TKaHSIM W JIMOKCH]I yIyiepoja, 00-
pasyronuiicss mpu MeTadbonm3Me, W3 TKaHeh
K anbBeonam J€rkux. Tpancnopr O, un CO,
B OTHX KJIETKaX OCYIIECTBISIET TeMOTIIOOWH,
cocrasisommii 95 % ux cyxoro ocrarka. Op-
TaHU3M B3POCIIOTO YeJIOBEKa COACPKHUT OKOJIO
25-10"? 3pUTPOLUTOB, IPU 3TOM KaXKIbIE CyTKU
OOHOBIISIETCS TPUMEPHO 1 % 3TOTO KONMMYECTRA
KJIETOK, T.€. B TEYCHUE OJJHOM CEKYHBI B KPO-
BOTOK TIOCTYIAET OKOJIO 2 MITH PUTPOIUTOB.
DPUTPOLUTHI 00Pa3YIOTCS U3 MTOJUITOTCHTHBIX
CTBOJIOBBIX KJIETOK KOCTHOTO Mo3ra. PasmHo-
JKEHHE W MPEBPAIleHHe HAYaIbHOW KIETKH
SPUTPOUIHOIO psiia B YHUIIOTEHTHYIO CTHU-
MYJIHPYET POCTOBOH (hakTOp MHTEpIECHKHH-3,
KOTpbI  cuHTE3mpyercs  T-mumdonuramu
U KJIETKAMU KOCTHOTO MO3ra. 9TO HHU3KOMOJIe-
KYJSIpHBIH OCIIOK TpyIIbl MUTOKUHOB — PEry-
JATOPOB pocTa U AUPGHEPCHITNPOBKH KICTOK.
Hanpreimyto nponudeparuto u muddeper-
LIMPOBKY YHHIIOTEHTHOW KJIETKH DJPUTPOU]I-
HOTO psila peryJupyeT CHHTE3HPYIOIIUNCS
B IIOYKaX TOPMOH 3pUTPOIO3THH. B mpouecce
Qg depeHIUPOBKH Ha CTaJAWU dpUTpodIacTa
NPOUCXOIST WHTCHCUBHBI CHHTE3 TeMOIJIO-
OWHa, KOHJCHCAIMS XPOMaTHHA, YMCHBIIICHUE
pasMepa siapa u ero ynanenue. OOpa3yromnimii-
CSl PETHKYIIOIHT €II€ COMEPKUT TIIOOMHOBYIO
MPHK wu aktuBHO cuHTE3UpyeT TreMoriIoOnH.
Hupkynmupytomyie B KPOBH — PETHKYIIOIUTHI

JMIIAIOTCSl KJIETOUHBIX JJIEMEHTOB M B TEUe-
HHE JBYX CYTOK MPEBPAIIAIOTCS B OPUTPOLIHK-
Tbl. TeM He MeHee, SPUTPOLUT MPEACTABISET
co00if MeTaboIMYecKH aKTHBHYIO KJIETKY,
COCTOSIIIIYI0 HW3 MEMOpPaHbl W ITUTOILIa3MEI.
[{uTomiazMa comepKUT TeMOTIIOONMH H 0OJTb-
IIMHCTBO  TIIMKOJIMTUYECKUX  (PEepMEHTOB.
Bonpmas yacte riroko3sr (89-97 %) yrunuzu-
pyeTcs Mo MyTH IIIUKOJU3a, B IPOLecce KOTO-
poro niporcxonut oopazoBanune ATD, HAJI*H,
2,3 — J1®I. HeGobIiioe KOIUUECTBO TITFOKO3bI
(3—-11%) pacuerisiercs mo nerro3odocdar-
HOMY ITyTH, obOeclieunBaronieMy oOpa3oBaHHE
HeobxomuMoi koHneHTparuu HAJIdH.
CrBonoBasi KIIeTKa IpeBpaIlaeTcs B dpH-
TPOLMT 3a JBE HEAeTU. DPUTPOLUTHI LUPKY-
JUPYIOT B KpoBH okojio 120 qHell u moTom
paspymarorcs Makpodaramu B IIEYCHH, Ce-
ne3éHKe M KOCTHOM Mo3re. 3a BpeMs KHU3HU
OPUTPOIUT MOABECPracTCsd MHOTI'OYMCICHHBIM
(hM3UYECKUM 1 XUMHUYECKUM BO3ICHCTBUSAM —
THUIPOCTaTHIECKOE M OCMOTHYECKOE JIaBICHNE
MIPH TIPOXOXKJCHUH Yepe3 KalHuJuIAphl, pa3py-
IIUTEIhHOE JeHCTBHE HEKOTOPBIX METaboIu-
TOB U OKHCIIUTEIbHBIX areHTOB, aHATOTHYHBIX
MEPEKUCH BOJOPOJA M BIMSHUEC TOKCHYECKUX
MPOAYKTOB, BOSHUKAIOMIMX MPU 3a00JICBaHNH.
PesynbraToM BCcex 3TUX BO3JEHCTBUI ABISIETCA
Me/JICHHass WHAaKTUBAIUs (epMEHTOB, Hapy-
IIeHne OOMeHa BEeIIeCTB BHYTPH KIIETKH, MEXK-
JTy SPUTPOIIUTOM U €T0 OKpykeHueM. M3mene-
HUE MeTa0oIN3Ma 3PUTPOIINTA CKa3hIBACTCS HA
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N3MEHEHUH CTPYKTYPHBIX M (DYHKIIMOHAIBHBIX
CBOWCTB MeMOpaHbl, YTO, B KOHEYHOM CHYETE,
MIPUBOJUT K CEKBECTPALIMN KIETKU.

B memOpaHe »puUTpOLUTOB OOHApyKUBa-
IOT OKOJIO 15 OCHOBHBIX MEMOpPaHHBIX OEJIKOB
¢ MoJIeKyJsipHOi Maccoit ot 15 no 250 k.
CrieKTpuH, TTUKOPOPHH U OEJIOK MOJIOCH 3 CO-
CTaBIAIOT OKoJo 60% wmacchl MeMOpaHHBIX
OenkoB. B mnmazmarmdeckoit memOpaHe 3pu-
TPOLMTOB IPHUCYTCTBYET TOJBKO HHTEIrpallb-
HBIH MIMKONpoTenH rukodopuH. Ha Hapyx-
HOW TOBEPXHOCTH MeMOpaHbl MPUCOCINHEHO
okonto 20 onurocaxapuIHBIX LENeH 3a cueT
N-koH1eBoi uactu Oenka. Omurocaxapuibl
SIBIISIFOTCS TIIMKO(OPHHA — aHTUTEHHBIMH Je-
TepPMUHAHTaMH CUCTEMBI rpynn kposu ABO.

Knaccugpukayua nacneocmeennvix anemuii

1. MemOpaHonaTum

a) benxosozasucumvie membpanonamuis:

e MuKpocheponuTos (0one3ab MUHKOB-
ckoro — [oddapa)

® SIUTUIITOLUTO3

® CTOMAaTOLIMTO3

0) Jlunudozagucumvle  MemMOpaHonamuu
(AxanHTONIHTO3)

2. JH3UMONATUH

a) Jdedummr TJTIOK030-6-

tdhocoarnernaporenassr (I'-6-OI);

0) Jlepumr nupyBaTKMHA3BL. TEKCOKHHA-
3bl, Tekco3odocdar-uzomepasbl, pochodpy-
KHCJIOTOKMHA3bI,  Tpuo3odocdaTrzomepassl,
(dhocdoruiepaTKkuHasbI;

B) CUCTEMBI TITyTaANOHA,

T) [ emoenobunonamuu.

a) KauecTBeHHBIEC TEeMOTIIOONHOTIATHH, Xa-
paKTepHU3YIOIIUECsT HApYIICHUEM MEePBHYHON
CTPYKTYPBI IIeTiei ITI00HHA.

1) CeprioBugHO-KJIETOUHAS] aHEMHUS (TeMO-
I00MHO3 S).

2) I'emorno6uno3 C

6) KonmuecTBeHHble, XapakTepU3yroIne-
Csl HapYLIEHUEM CUHTE3a OJIHOM U3 Leney mo-
OuHa (TajmacceMun).

a) Anbda-TamaccemMus

0) bera-tamaccemus

CeroaHsi y Hac pe4b NOii1eT 0 TAK HA3bI-
BaeMBbIX YJH3UMOINATHSAX.

depMeHTONATUHN

B mnacrosimiee Bpemst m3BecTHO Ooree
20 HacJIEICTBEHHBIX JH3UMOIMATHN APUTPO-
LIMTOB, KOTOPbIE MPUBOIAT K CHIDKEHHUIO IPO-
JOTDKATENBHOCTH MX JKU3HH Y TIOBBIIIIEHHOMY
remoyu3y. K HUIM OTHOCHUTCSI HapyllIeHUE aK-
TUBHOCTH (EPMEHTOB TJIMKOJIN3a, MEHTO30-
(docdarHoro nMKiIa, CHUCTEMbl IIIOTATHOHA,
MeTaboM3Ma aJICHUHHYKIICOTHIOB | ap. U3
Bcex (hepMeHTOIaTHii Hamboee 9acTo BCTpe-

YalOTCsl TEMOJUTHYECKHE aHEMUH, CBSI3aHHBIC
¢ nepunutoM  (pepMEeHTOB THPYBATKUHA3HI
u ocobenHo — ['-6-®JII". Cuuraercs, 4To MpH-
OmmsurensHo 1/20 yenmoBeyecTBa HMeEET Jie-
ekt pepmenta [-6-D/II. Hedunur I'-6-OI
OTMEYaeTcsl B palOHaX paclpocTpaHEHUs Ma-
JSPUN.

T'emouTHueckas aHeMusd, OﬁyCJIOBJIeHHaSI
HEeA0CTATOYHOCThI0 I'-6-D/II

W3BecTHO 0ONBIIOE KOJIWYECTBO MYTaHT-
HBIX popm ['-6-DI" (o1 90 mo 250 1o naHHBIM
pa3HBIX aBTOPOB), U3 KOTOPBIX NIBE SIBISIOTCSA
OCHOBHBIMH: OoJiee Jierkasi appukanckas Gop-
Ma aedunura ['-6-OJ" — tun A u Gonee Ts-
JKenasi cpeauzeMHoMopcekast — tun B. Ilocnen-
HSI XapaKTEpU3YETCSl HE TONBKO CHUKCHHEM
aktuBHOCTH I'-6-DJII, Kak 3TO MMEeT MEeCTO
nipu adpUKaHCKOH (hopMe, HO U YMEHBIIIEHUEM
KOJIMYECTBA €€ B DPUTPOLIUTAX.

Hacnenopanue nedunura ['-6-OJI cue-
wieHo ¢ X-xpomocomoit (ren G6PD mnoxanu-
30BaH X(q28, 21 kb mo NCBI) no peneccuBHO-
My THITYy W OTIPEIEIIETCS aUIesIMHU JIOKYCOB,
pacIoyoKeHHBIX Ha X-Xpomocome . (Alfinito)
[2] UsBecTHBl coueranust '-6-DJI c mpanbro-
HU3MOM ¥ remodumeit. [IpucyTcTBue y myx-
YUH, 00J1a/1aI0MNX, KaK U3BECTHO, CTUHCTBEH-
HOM X-XpOMOCOMOH, MYTaHTHOIO aJlIes,
BBIPa0aTHIBAIOLIETO AaHOMAJIBHBIA  (EpPMEHT,
CIOCOOCTBYET TOMY, YTO KIMHHUYECKHE IPO-
SIBJICHUST HepocTaTtodHocTu [-6-DJ] Habiro-
JAIOTCSA [IPEUMYIIECTBEHHO Y JIML[ MYXCKOI'O
[0JIa — FEMU3UTOT. Y KEHILUUH KIMHUYECKUE
MIPOSIBIICHNUST HAOMIOMArOTCS TIaBHBIM 00pa3omM
B CIy4asiX TOMO3UTOTHOTO COCTOSIHUS, T.€. IPU
HAIMYUN  JABYX JAC(PHUIUTHBIX X-XpPOMOCOM.
VYV XKEHIIUH TEeTePO3UroT YpPOBEHb AKTUBHO-
ctu [-6-DJI MoxkeT kojeOaThCsi OT TOIHOTO
OTCYTCTBUS aKTHUBHOCTH JO €€ HOPMaJbHOM
BenmuuHBL. OOBSICHUTH OTO, TO-BUIUMOMY,
MOXHO WHaKTUBAIME€d TE€HOB X-XPOMOCOM.
B omnogoTBOPEHHOM  3apOJBIIIE  KEHCKOTO
nona X-XpOMOCOMMBI SIBJISIFOTCS T[€HETHYe-
CKM aKTHBHBIMU. Ha mocneayromux paHHUX
CTaJIUAX 3MOPUOHAILHOTO Pa3BUTHS OJHA W3
X-XpOMOCOM  CTaHOBHUTCS  IE€TEPOXPOMHOMU
Y TEHETUYECKU HEAKTUBHOU. Pe3ynbraTtoM 3TO-
TO TMpoIecca MHAKTUBAIIUN SBIISICTCS MO3am4-
HOCTHh dSMOpPHOHAIBFHBIX KJIETOK M aKTHBHOCTH
X-XpOMOCOM Y JIMI[ JKEHCKOT'O I0Ja: B OHUX
KIIeTKaX (DyHKIIMOHUPYIOT reHbl |-6-DJ], momy-
YEHHOM N0 MaTepUHCKOU JIMHUU, a B IPYTUX —
OT OTHA. Y TeTePU3UTOT MO HEAOCTATOYHOCTH
I'-6-®]] xoHEYHOE COOTHOIICHUE KIETOK-TIPEI-
IIECTBEHHUKOB OYIYIIMX Te€MOMOATHYECKUX
KJIETOK C HOPMAQJIBHOE W aHOMAaJbHON aKTUB-
HOM X-XpOMOCOMOM JIEKUT B OCHOBE pasiiv-

B VYCIIEXU COBPEMEHHOI'O ECTECTBO3HAHUA Nel0,2012 W



36 B MEDICAL SCIENCES M

YUH TETEPO3UTOT B CTENEHH COOTHOUICHUS
HOPMAJIbHBIX U A€(PEKTHBIX dPUTPOIHTOB. Ha
3TO MOXKET TAKXKE OKa3bIBAThH BIMSIHUE HAIIPAB-
JIEHHOCTh COMaTHYECKOI0 Mpoliecca CENeKIUU
SPUTPOLUTOB CKOPOCTh JCICHUS OMPEACNICH-
HOTO KJIOHA CTBOJIOBBIX KJICTOK KOCTHOTO MO3-
ra u Apyrue (pakropel, CONMPOBOKIAOIINE T10-
CTAMOPHOHAIBHOE Pa3BUTHE T'€TEPO3UIOT IO
HeocTtarouHoCcTH [-6-DJ].

Cpox xwm3Hu [-6-OJI-1ePUIUTHEIX dpH-
TPOUUTOB HE mpeBblmacT 30 qHEH, OHU OYEHb
OBICTPO Pa3pyIIAOTCS, OCOOCHHO TPH TIOCTY-
IUICHUH B OPraHU3M OIPENECICHHBIX JIeKap-
CTBEHHBIX npenaparoB. [IpuunHoii ocTpoii pop-
MBI SIBJISICTCSI PH3UMOIIATHSI MaKpOOPTaHU3MA.
HemocTatouHOCTh aKTUBHOCTH KITFOUEBBIX (hep-
MEHTOB IWKJIA TJINKOJIH3a, IPUBOANT K CHIDKE-
HUIO €T0 CKOPOCTH, YMEHBIICHUIO BBIPAOOTKH
AT®. Takue 3puTpOLUUTH UMEIOT YKOPOUEHHBII
JKU3HEHHBIA UK. DTO OOBIYHO XapaKTeph3y-
€TCSl XPOHUYECKUM TeMOJIM30M CpPEAHEU U Ts-
xenor  gopmel. HaoOopoT, HemocTaTtouHOCTh
AKTUBHOCTH (epMEHTOB TeHTOo30(hochaTHOrO
IyTH HauOoJIee YacTo XapaKTePU3yeTCs aHEeMH-
€ell, CIIPOBOLIMPOBAHHOM JIEKAPCTBOM.

[Ipu Hegocrarounoit aktuBHOCTH ['-6-D/[I"
Hapymraercsi meHTo30(hochaTHbIN UK B dPU-
TPOLIMTAX, B CBA3U C YEM 3aTOPMOKEH CHHTE3
HUKOTHHAMUJUIMHYKIIeoTnaa  (ocdara, He
IIPOUCXOAUT 00pa30BaHUsI BOCCTAHOBIECHHOTO
DIIOTaTHOHA. BoccTaHOBIEHHBIN IIOTATUOH —
HEOOXOAUMBIIT KOMIIOHEHT AHTUOKCHUIAHTHOW
CHUCTEMBI IpHUTPOIUTOB. OH OCYIIECTBISICT
3Ty TEMODIOOMHA ¥ MEMOpaHBI JPUTPO-
LIUTOB, MPEXKAE BCEro HMX JMIHUAOB, OT pas3-
JUYHOTO pojia OKUCIUTENEH, 00pa3yronmxcs
pu UH(MEKIUAX, TPHEeMe OTPEIEICHHBIX Jie-
KapCTBEHHBIX MPENapaToB, MPH yIOTPeOIeHUH
B iy 60008 vicia vafa. Takue 3pUTPOLUTEI
C TIOHIDKEHHBIM ~ COJICP’)KaHHUEM TIIFOTaTHOHA
JIETKO TOABEPTaIOTCS JCHCTBUIO OKHCIISIOIINX
BeIecTB. B pe3yiprare MeicTBUS IEPEKUCHBIX
OKHUCJIUTENICH B HUX HPOUCXOIAT MPEUHUIIU-
TaIusl TeMOTIOONHA W OTJIOKEHHE €ro B APHU-
TpolMTax B BUAe Tenel [eiHma (OKpyrIbIx
penunuTaroB yuciom Oonee 4). [Ipu sTom
MOBBIIIACTCS MPOHUIIAEMOCTh MEMOPaHBI APU-
TPOLIMTOB IS HATPHsI W BOJBI, YTO CIIOCOO-
CTBYET MOBPEKICHUIO KICTKH.

IIpuurHOM BO3HMKHOBEHMS 4Yallle BCETO
octporr Qopmer remonmutHdeckon [-6-DII-
neUIUTHON aHEMHH SIBISETCS BBEIECHHUE Jie-
KapCTBEHHOTI'O BelllecTBa. B Hacrosiee Bpems
n3BecTHO Oonee 40 BUIOB MEIUKAMEHTOB,
AHTHOWMOTUKOB, PACTUTENBHBIX MPOIYKTOB,
BHPYCOB, BaKI[UH, MOTCHIIMAIBHO CITIOCOOHBIX
BBI3BATh BHYTPUCOCYAMCTHIN TEMOJU3 Y JIHI]
C BPOXKACHHONW HETOCTaTOYHOCThIO [-6-D/I.

B cnMcOok  XMMUYECKHX COEIMHEHUN U Jie-
KapCTBEHHBIX BEIIECTB, PACTUTEIBHBIX MPO-
IYKTOB, TIOTEHIMAJIbHO OMACHBIX JUISA JIUI]
¢ HepocTtatoyHocThio ['-6-D/] momanarot mpo-
TUBOMAJISIPUWHBIC TIpenaparbl, CylbhaHuma-
MUJIbI, HUTpO(ypaHbl, TyOepKyIOCTaTHYECKHE
nperaparbl, aHTUOMOTUKU CTPEIITOMUIIMHOBO-
TO ¥ JICBOMUIICTHUHOBOTO PANla, AHATBICTHKH
1 aHTUTTUPETHKH, a Takke Butamuu C, K, me-
THJICHOBBIM CHHHM, KOHCKHE OOOBI, TOPOIICK
MOJIEBOM, NAMIOPOTHUK MY>KCKOH.

[Ipenmonarasmiasicsi OTEHIIMAIBHO OITaC-
HOW TEMOJHUTHYECKass pPOJIb acCKOpPOMHOBOM
KHUCJIOTBI, psJla PACTUTEIbHBIX MPOIAYKTOB
(apTuinoku, criapa, JIOMUH, albnuiickas (u-
ajiKa), a TakkKe HEKOTOPBIX OaKTephuallbHBIX
uH(peKIui (caaTpMOHEIIe3, TyoepKye3, Tud)
OCTAaEeTCsl HEOKA3aHHOM.

Taxke CyIIecTByeT MHOXECTBO JHJIO-
TeHHBIX (DaKTOPOB: TUAOETHYECKHId aIuio03,
alua03 MpU TEUYEHOYHOM HEIOCTaTOYHOCTH,
recto3 OepeMeHHBIX. [1pu HHEKITMOHHBIX 3a-
0OJIeBaHUSAX KPU3bl MOTYT HACTYIUTh U 0e3
mpuema JIeKapCTB.

Brinenstor 5 kmuHIYECKHX (hOpM TIPOSIBIIE-
HUS HemocTaTouHOCTH ['-6-DJ] B apuTpOoIITaX:

1) oCTpBIif BHYTPHCOCYIUCTHIA TEMOJIH3,
BO3HUKAIOIIHIA YaIlle BCETO B pe3ysIbTaTe Ipue-
Ma HEKOTOPBIX JIEKAPCTBEHHBIX BEIIECTB, PEIKE
B CBSI3M C BaKIMHAIUCH, BUPYCHON WH(EKIIHU-
el, qmabeTryeckuM anua030M. Yaiie BcTpeua-
eTcsl y IpeicTaBUTelIed EBpONIEOUIHOM U MOH-
TOJIOUTHOM pacchl;

2) baBu3M, CBSI3aHHBIN C YIIOTpeOIICHUEM
B TTUIITY, WM BJBIXaHUEM I[BETOYHOU IBLIBIIBI
HEKOTOPHIX OOOOBBIX, MMEET JHJEMHUYECKOEe
pacmpocTpaHeHuHe;

3) reMonuTHYECKas 0OJE€3Hb HOBOPOXK-
JICHHBIX, HE CBSI3aHHAsl C TPYIIIOBON MU pe-
3yC-HECOBMECTHMOCTBIO WJIM C TeMOITIO0MHO-
MaTuen, OCJIOXKHAIOUIAsACS WHOINA «SJAEpHOU
KEJITYyXOM».

4) HacleACTBeHHAs  XpoHWYeckas  (He-
cheporuTapHasi) TEMOTUTHYECKas aHEMHUS,
00yCJIOBJICHHAs HENOCTaTOYHOCThI0 ['-6-DJ]
B APUTPOLUTAX;

5) GeccumnTomMHast popma.

Knunuka I'-6-®/1 — anemuii

IIpu xponmyeckoit dopme OompHBIE ['-6-
OJI-mepuUTHEIM TeMOTUC(EpOITUTO30M JKa-
JYIOTCSI HA MIOCTOSIHHYIO UKTEPHUYHOCTh CKIIED,
MIEPUOINICCKOE YCUIICHUE KENTYITHOCTH KOXK-
HBIX TIOKPOBOB TIPH MEPEyTOMIICHUH, TIPH WH-
(exmonHbIX 3a0oneBanusx. Cene3eHka yBe-
JIMYCHA, BBISIBIIAACTCSA aHCMUS.

Ocrtpast popma 3TOH TEMOTUTHICCKON aHe-
MUM BO3HUKAET KaK MpaBwiIo Ha GoHe mpuema
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pas3nyHbIX JekapcTB. Hepeako remonutuue-
CKHME KpH3bl OT JIEKAPCTB PA3BUBAIOTCS Y HE-
CKOJIbKMX YJICHOB OIHOM cembu. Ilpossie-
HUS MEIUKAMEHTO3HO CIIPOBOLMPOBAHHOIO
reMojii3a BO3HHMKAIOT OOBIYHO Ha 3—5 1eHb
rocJjie MpHeMa TepaneBTUYECKOHW 03Bl TOTO
WJIM WHOTO Tperapara, JOCTHrasi CBOEro Mak-
cumMyMa B TeueHune | Hemenu. B Tsoxembix
CIIy4asx pa3BHBAETCs KjaccH4yeckas KapTHHA
reMoroOnHypuitHOW nmuxopankd. OHa cKia-
IBIBAETCSl W3 OOMIMX CHMITOMOB JIMXOPAIKH
U MPU3HAKOB OCTPO IMPOTEKAIOIIEr0 BHYTPU-
COCYIHCTOTO TEMOJM3a C reMOINIOOUHYpHUEH
U JKeNnTyxoi. BuemHuii Bua OOJBHBIX Xapak-
TEPU3YETCS JKENTYIIHOM OKPACKOM KOXKHBIX
MOKPOBOB U CIIM3UCTHIX obosouek. Hepenko
HaOIONAIOTCS HEYKPOTHUMasi PBOTA JKEITYBIO,
KUJIKFE OMITMO3HBIE NCTIPAXHEHNS, KOMa. Xa-
PAKTEPHBI CUMIITOM — BBIJIEJICHUE MOUU CBOE-
o0Opa3Horo 1BeTa (IBeT YepHOTO MUBa WM Ha-
CBIIIICHHOTO pPacTBOpa TNepMaHraHaTa Kalus).
Pa3BuBaercs aHypusi mpu «reMOTUTHUECKOMN
MOYKe», MUKpOOOCTpYyKIHs HeppoHa reMorio-
OMHYPHUITHBIM JETPUTOM, BCIICJCTBUE HAPYILIE-
HUS KITyOOYKOBOW (DMIIBTpAIUN U 3aMeJJICHUSI
raccaka MOYHM I10 ITOYEYHbIM KaHaiblam. Ha-
OmromaeTcsl TUIEPreMOTIIOONHYpHS, JTOCTHTa-
romast 2-3 /1. ['mnepOunmpyOuHeMus OTHO-
CUTEJBHO HEBEIMKA. 3HAUUTEIBHO YBEIUUYECHO
COJICP’KAHUE >KEITYHBIX MUTMEHTOB B IyOJle-
HaJlbHOM COKE U B UCHPAXXHEHUSX (TICHOX-
pomusi). B KpoBH oTMedaeTcs Haauuue TsKe-
JIO TeMOJIUTHYCCKOH aHEMHH, TI'eMOITIOOUH
camxkaetrcss 1o 40-20 /1, 9ucio SpUTPOIU-
TOB — 110 1-10 12/71. [ledenp, kak IpaBmIIO, yBE-
nudeHa u 0one3sHeHHa. Cene3eHKa 0OBIYHO He
YBEIUYCHA.

CymecTByeT ()eHOMEH, TaK HA3bIBAEMOTO
CaMOOTpaHUUYEHUs] TeMOJIN3a, KOIZa B CaMbIii
pasrap KIMHUYECKUX MPOSIBIECHUN BHYTPHCO-
CYIIMCTOTO TeMOJIN3a, TOCJEeTHUI BHE3aIHO
MpeKpamaeTcs W HAYMHAETCA pereHeparus
KpacHO# kpoBH. JlaHHEBIN (peHOMEH pacIieHu-
BAETCSI B paMKaX COCYLIECTBOBAaHUS Pa3HBIX
NONYJSIUI SpUTPOLUTOB. YacTh 3pUTPOLIUTOB
JU3UPYETCS TOJ BIUSHUEM TIeMOJUTHYECKO-
IO areHTa, Ipyras 4acTh, 30pOBas MOIYJs-
1us — coxpansiercs. [Ipu moBTOpHOM BBEIE€HUU
JIEKapCTBEHHOTO BEIECTBA TEMOJIHN3 MOXKET
MTOBTOPUTHCS. DTO COMPSHKEHO C UCTOIICHUEM
KJIOHA MOJIOZABIX 3PUTPOLUTOB. B CBA3M ¢ ATUM
IIpUEM TOrO WM MHOTO MEAMKAMEHTA, BbI-
CTYMAIOIIETO KaK MPUYMHA Te€MOJIUTHYECKON
peakuuu, 10KeH ObITh 3alpelleH K MPUMeHe-
HUIO HABCET/A.

B mnepuon pa3BUTHA TeMOJIUTHYECKOTO
KpHU3a, HE cliefyeT Iojararbcs Ha caMoorpa-
HUYeHue remonnsa. [IporpeccupoBanne u yTs-

JKeJleHne 3a00JIeBaHusI, YXY/IIICHUE COCTOSHUS
JI0 arIaCTUYECKOrO COCTOSIHUS, MOXKET ITPHUBE-
CTH B MaHU(ECTAIMU MUEIOTUCIIIIACTHYECKO-
ro CHHApOMa, MUEIOGHUOPO3a U OCTPOTO MHE-
JIOJICHMKO3a, a TAKXKE PyTrue (OPMbI COIHTHBIX
omyxoeii (Alter BP) [3].

JlnmarsocTuka aHeMuii

OcHoOBOM i1t quarHoctuku I'-6-DJ1-He-
JOCTAaTOYHOCTH SIBISIETCSl ONpENesICHUE akK-
TUBHOCTH (pepMeHTa y MpoOaHA0B M UX POI-
CTBEHHUKOB. OOBIYHO TNPUMEHSIOT 2 Hau-
Oosiee  TPOCTBIX KA4eCTBEHHBIX METOJA:
bepumreitna u boitiepa. KonnuecTBeHHBII
METO/I TO3BOJIAET YCTAaHOBUTH CHIDKEHHE
aktuBHOCTH (epmenta [-6-OJ[ He TONBKO
y TOMO3UIOT, HO U Y KEHIIUH TIeTEePO3UIOT.
HuddepennanbHas JAUarHOCTHKA HEIOCTa-
TOYHOCTH [-6-DJ] 3aBHCUT OT KIMHHYECKUX
nposiBieHni Ooneznu. Ilpu octpom remonu-
THYECKOM Kpu3e auddepeHnranbHpil aua-
THO3 NMPOBOANTCS C UMMYHHBIMU F'€MOJINTHYE-
CKUMH aHEMUSIMH; TIPH XPOHUYECKUX (opMax
0011e3HN — ¢ TEMOTIIOONHOTIATHSIMH, MEMOpaH-
HbIMH Jle(D)eKTaMU SPUTPOLUTOB U IPYyTUMHU
SPUTPOLUTAPHBIMH (DEPMEHTONATHAMHU.

IIporuo3s

Jluna c ¢pepmentom [-6-DJ] mpaxruuecku
37I0POBBI M MPU  COONIOACHUH PO UIaKTHYe-
CKUX MEp MOTYT OBITH 3IOPOBBIMH B TEUEHHE
BCEH JKU3HHU. XpoHWYEeCKHe (HOPMBI OOJE3HHU
O00BIYHO  HETSDKENbIe, ¥ PabOTOCTIOCOOHOCTh
OONBHBIX, KaK TpaBwiIO, He cTpamaet. [Ipornos
MPU OCTPHIX TEMOJUTHYECKUX KPH3aX 3aBUCHUT
OT OBICTPOTBI OTMEHBI JIEKAPCTBEHHOTO TIperapa-
Ta, BBI3BABIIETO KPH3, BO3pacTa OOJIBHOIO U CO-
CTOSIHUSI €TO CepACUHO-COCYIUCTON CUCTEMBI.

Jleuenne OOJBHBIX C FEMOJIUTHYECKUM
KPHU30M CJIeZlyeT HaunHaTh C OTMEHBI Ipenapa-
TOB, BBI3BIBAIOIINX TEMOJIH3, M HA3HAYCHUS aH-
TUOKCUJAHTHOW TEPANUU ISl HEUTpanu3auuu
WX OKHUCJISFOIIEro BIUSHUS. B 3aBUCHMOCTB OT
CTENEHN TSHKECTH aHEMHMH IPOU3BOJUTCS Te-
MOTpaHCy3usl.

IIpu paszBuTUM OCTPON IOYEYHOU HENO-
CTaTOYHOCTH B CBSI3U C BBIMAJCHUEM JAETPUTA
B MOYEYHBIX KaHAJbIAX PEKOMEHIYETCS CHM-
nTOMarnyecKkas Tepalud, B TSHKEIBIX Cllyda-
X — TEMOJTHAIIN3.

[IpodunakTrka CBOIUTCS K THIATEILHOMY
COOMpaHMIO CEMEWHOTO aHaMHEe3a B PerHoHax,
HEeOJIaromnoayyHbIX [0 HOCHTENLCTBY aAedu-
muta ['-0-®J] u npyrux GepMEeHTHBIX CHUCTEM.
Kaxaplit HOCHUTENb MAaTOJOTMYECKOrO TeHa
JIOJDKEH OBITh MPEAYNPEKICH O BEPOSITHOCTH
pa3BUTUS y HETO TEMOJIMTHYECKHX KpPHU30B
MIpU TIpUEMe OIPEeeNIeHHBIX JIeKapcTB. B Tex
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XKe ciydasx, rae y aur ¢ nedumurom 1'-6-D/]
co3zmaeTcss 00CTaHOBKA, AMKTYIOMIas HEoOXo-
TUMOCTh TIPUMEHEHUS JIeKapCTB, ITOTCHIIN-
AIBHO CIIOCOOHBIX CIIPOBOIUPOBATH TEMOJIH3,
WCIIONB3YIOT KCHUJIMT-UOHBI BOJIOPOJIa M BHTa-
MuH B2, noBbIaroIue akTHBHOCTh TITyTaTh-
OH-pEAYKTa3bl (KCWIUT B CyTOUHOH m03e 30 T
B KoMOnHanuu ¢ pudodrasuaom B no3e 0,03 T
B T€UCHHE 1—2 MecCSIeB).

HeoOxoammo mpoBOIUTE KOMIUIEKC MEpO-
MIPUSITHA TIO BBIBEICHUIO OONBHOTO W3 KpH-
TUYECKOTO COCTOSTHHs. OCHOBHBIM METOZOM
JICYSHUS] OCTPOH TEMOJIHMTUYCCKOH aHEeMUU
IIPY BBIPQXKCHHOM TaJICHUU COJICPYKAHHS Te-
MOTIJIOOMHA SIBIISIFOTCSI TTOBTOPHBIC TIEPETUBa-
HUSl CBEXKELMUTPATHOW OJHOTPYIITHONW KPOBHU
mo 250-500 mur 1-2 pa3a B HeHENIO BHYTPHU-
BEHHBIC BJIMBAHHUA OOJBIINX KOIUYECTB (hu-
3UOJIOTUYECKOTO pacTBopa min 5% pacTtBopa
DTr0K03bl. ClieyeT mpeaycMOTpeTh MEPOIPH-
SITUS. TIPOTHBOIIIOKOBOTO Xapakrtepa. [IporHos
HEONAroNnpUsTeH NIPU PA3BUTHH aHYPHUH U TI0-
YEYHOM HemocTarodHocTH. [Ipu mMomHHeHocC-
HBIX (popmax 3aboneBaHUsI CMEPTh HACTYIIAET
OT IIIOKa WJIM OCTPOH aHOKcHH. B cimydae Gma-
TONPHUATHOTO HWCXOJa KpW3a HACTYMAeT KIH-
HUYECKOE€ BBI3ZIOPOBICHHE C HOpMalIM3annei
KapTHHBI KpoBH. OMHAKO MOTYT TEpUOIUYE-
CKU TOSIBIIATHCS. CHMIITOMBI MUHUMAIJIBHOTO Te-
MOJIM3a U MPU3HAKHU JICTKOH JKEJNTYITHOCTA Ha
¢done xnuHUYeckoro Omaromnonyuns. OcTpblit
BHYTPUCOCYJUCTBIN TeMOJIM3 MPHU COCTOSHHUU
amuI03a MpPOTEeKaeT aHAJOTMYHO MeIWKaMeH-
TO3HOMY T€MOJTU3Y.

OcTpast TeMOJIUTHYECKass OOJIe3Hh HOBO-
POXIEHHBIX, OOYCJIOBJIEHHAs HEIOCTaTOd-
HocTh [-6-®J B 3puTpoUUTaX IO IaHHBIM
CTaTUCTUKU BCTPEYACTCS TIIABHBIM 00pa3oM
CPeI TPEKOB, UTAIIbSHIICB, KUTAHIICB, €Bpe-
eB-cehapoB, Ta/KMKOB M y30ekoB. B cBsi3u
C YCHJIGHHOM MUTrpanueil HaceJeHHus U3 CTpaH
OMIKHETO M AabHETO 3apyOexkbs CIydad Te-
MOJIMTHYECKOW  OOJe3HH HOBOPOXKICHHBIX,
00ycCIIOBIeHHOH HemocTaTtouHOCThIO ['-6-DJl,
0oJtee 9acTo CTAHOBSITCS ITOBOAOM JIS J€Talb-
HOTO U3y4YCHHsI HEOHATOJIOTaMH U aKyIlIepaMHu-
ruHekosioraMu. [IpoBOIMPYIOIUMHU TEeMOJH3
(dakTopamMu SIBISIIOTCS: TIEPEBS3Ka COCYIOB
MYMOBUHBI  C TIPUMCHEHHEM  AHTHCENTHUKOB
WM Kpacutened (OpWIITTMAHTOBBINA, CUHMIA),
WCTIONIB30BAHKUE  TEJICHOK, 00paboTaHHBIX
aHTHCenTHKaMu. [Ipuem OepeMeHHBIMH, JKEH-
OIMHAMH B TIEPUOJT KOPMIICHUS TPYIbIO, WU
peOeHKOM JIeKapCTB, BATAMUHOB, B YaCTHOCTH
puramuHa K. KiuHHYeCKHM remoiuThdecKas
00JIe3Hh HOBOPOXK/ICHHBIX HA MOYBE Je(UIU-
Ta ['-6-®J] He oTIMYKMMa OT TEeMOJUTHUECKOM
001e3HM, CBA3AHHOIN C HECOBMECTHMOCTHIO IO

cuctemaMm ABO umu pesyc. boiesHp Takke Mo-
JKET OCJIOKHHUTBHCS TaK Ha3bIBAEMOM «SIIEPHOU
JKENTYXO» € MOpaKEHUEM YEepPErTHO — MO3TO-
BBIX SJIep U JIeTajJbHBIM HCXOIOM. JleueHue
MPOBOJIAT MO OOIIMM TpaBHUJIaM PEaHUMAIUU
HOBOpO)KIleHHI:IX C TS2KCJIBIMU (bOpMaMI/I re-
MOJIUTHYECKOM O0JIC3HHU.

Henocrarounocts I'-6-D/]
B JPUTPOLMUTAX U IOHOPCTBO

BrisiBiIeHHE TOHOPOB — HOCHUTENEH aHOMa-
JIUU CJIEYeT MPOBOAUTD B IJIAHOBOM IOPSIIIKE.
Hcnonb3oBanue KpoBU (SPUTPOIIUTAPHON Mac-
ChI) OT HOCHTENEH HemocTaTouHocTu [-6-DJ]
MOYKET BBI3BATh MAaCCHBHBIN pacmaj Iepesu-
TBIX DPUTPOITUTOB B JIBYX CIyUasx:

1) xorma mepenuBanue ME(MUIUTHBIX dPH-
TPOLIUTOB MPOU3BOAUTCS OOJHHBIM, CHIBOPOT-
Ka KOTOPBIX 00JIa/IaeT MOBHIIIEHHBIM T€MOITH-
TUYECKUM TIOTCHIIUAJIOM (OONIbHBIC ayTO- WU
M30MMMYHHOW T'€éMOJIUTHUECKOW aHEMUE );

2) KOorja pPEeLUMUEeHThl NPUHUMAIOT WU
MPUHAMAIHA TOTEHIHAIbHO TeMOJIUTHYECKHE
CpEICTBa.

Oco0eHHO BeJHMKa OIMAacHOCTh BBEIEHUS
spuTpoIuToB ¢ nedumurom I'-6-DJ] mpu 00-
MEHHBIX TIEpEIMBAaHUSAX KPOBHU, OCYIIECTBIIS-
€MbIX HOBOPOXKIEHHBIM C T€MOJUTUYECKOMN
xenTyxod. Takum 00pazoM, HCIONIB30BaHUE
JUIs TpaHc(y3un JePeKTHBIX )PUTPOLIUTOB J0-
MYCTHMO JIMIIb B CiTydae aOCOJIOTHOM yBEpeH-
HOCTH B HEYNIOTPEOJICHUH JIOHOPOM HITH PElI-
MMUEHTOM JIEKAPCTBEHHBIX M JIPYTHX CPEJCTB,
CIOCOOHBIX BBI3BATh TEMOJH3, a TAKXKE IMPH
OTCYTCTBHH Y PEIUITMEHTa WMMYHHOH TI'eMO-
JTUTHYECKOW aHeMHUH. BHe SHIeMIYecKuX ova-
roB, korna nepurur ['-6-OJ] B apuTpormTax
OTJICIBHBIX JIUI BCTPEUACTCS KaK Ka3yUCTHKA,
yKa3aHHE Ha IEPEHECEHHBIN TOHOPOM HJIA €r0
POIHBIMHU «T€MOJIMTHUECKHM AH30/» TUKTYET
HEOOXOMMOCTh TIPOBEACHUS Y AOHOpA U €T
CeMBH IICJICHANIPABIECHHBIX  WCCIICIOBAHUI
Ha HOCHUTEIHCTBO HepocrarouHoctu I'-6-DJ1
B OPUTPOIUTAX.

JdepuuuT aKTHBHOCTHM NHPYBATKHHA-
3bl SABIECTCS BTOPOHM MO 4YaCTOTE MPUYUHON
HACJIEZICTBEHHBIX TE€MOJUTHYECKUX aHeMUI
nociie nedunura [-6-DJ1. Hacnemyercs ayTo-
COMHO-PEIIECUBHO, MPOSBISIETCA XPOHUIECKOI
TEMOJUTHIECKON (HecheponuTapHoii) aHeMu-
e, Bctpeuaercs c yactoroi 1:20 000 B mo-
MyJSIIAA, HAOMFOaeTcss BO BCEX ATHHUYECKUX
rpynnax. [Iupysarkunassl (PK)-geduuunt Obin
nepBOHaYaIbHO onucaH Valentine B 1961 ropuy.

IlaTorenes nepuunTa NMPYBATKUHA3BI

MMupysarkunasa (PK)- omua w3 ocHOB-
HBIX (PEPMEHTOB [IHKOIUTUYECKOTO MYTH.
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[MupyBarkmHa3a KaTaJu3upyeT MpeBpalieHne
(hochosHOMIHpPYBaTa B MUPYBAT M, TAKUM 00-
pa3oM, y4acTBYeT B IIMKOJUTHYECKOW peak-
uun obpazoBanus ATD (anenozunTpudocha-
Ta). DEepMEHT aJUIOCTEPUUYCCKU aKTHUBHPYETCS
¢dpyxro3o-1,6-gudocdarom (P-1,6-1D) u un-
rubupyercst obpazyromeiics ATD. Ilpu ne-
(uuTe NUPYBATKWHA3BI B 3PUTPOIMTAX Ha-
KartuBaeTcs 2,3-audocdormmiepar u Ipyrue
MpOyKThI mMkonn3a. Konuentparus AT®, nu-
pyBara u J1akTara B 9pUTpOIMTaX CHIkeHa. [la-
PaloKCcaIbHO TO, YTO KOHIICHTPAIHS aIeHO3MH-
moHodochara (AMD) u AJID B spurpormrax
TaKXKe CHIKCHA B OCHOBHOM 3a CUYET 3aBHCHUMO-
ctu ATD ot dochopudozumupodocdar-cu-
TeTa3bl W APYruX (HEPMEHTOB, BOBJICYEHHBIX
B CHHTE3 aJICHUHOBBIX HYKJICOTH/IOB. Jleduiut
AT® Takxke BIMAET HA CHHTE3 HUKOTHHAMU-
nmanennHauHyKieotnna  (HAMD). ITlockombky
YPOBEHB TJIMKOIN3a OTPaHUYEH JOCTYITHOCTHIO
(rommuectBoM) HAJI, HemocTaro4yHblil CHHTE3
HAJL crocoOcTByeT nanbHeHmieMy yMeHbIIe-
HUto obpasoBanusi AT® u npoBoUpyeT remo-
JIM3 IPUTPOLUTOB. 3ab0JeBaHUE HACIEAYeTCs
[0 ayTOCOMHO-pPEIleCCHBHOMY THITy. MecTo-
pacmionokenus reHa 1g21. OOHapykuBaeTcs
Ooraroe TEHETHUYECKOE pa3HOOOpa3me B TEHE
PKLR, B ToM unucie 59 oqHOHYKJIEOTUIHBIX IO~
mumopduzmoB. Berghout J. [4].

CumnrTombl JepuuuTa NMPYBATKUHA3ZDI

Kimmanueckue IIPOSABJICHUA aHCMHUHN BECb-
Ma paszHooOpaszusl (Miwa S., Fujii H.) [7]. 3a-
OoJieBaHHE MOXKET OOHAPY)KHUBATHCS B JIFOOOM
BO3pacTe, HO 4Yalle TMPOSBISETCS B MEPBbIC
rofbl KHU3HU pebeHKa. TSHKECTh COCTOSHHUSI
BapbHUPYyET, MOXKET OTMEUAThCs aHEMUS TSKE-
JIOW CTENEeHU, He WHIYLUPOBAaHHAS MPUEMOM
JICKApCTBEHHBIX CpeicTB. JKentyxa OOBIYHO
pa3BHUBaeTCs C POXKJICHHUS. [eMOJu3 JIoKau-
3YE€TCA BHYTPHUKICTOYHO, IIPOUCXOAUT PaBHO-
MEpPHO B Pa3lHUYHBIX OpraHax, COJCPIKAIINX
PETHUKYJIODHIOTEIUANbHBIE KJIETKUA. Y 00Jb-
HBIX BBISBISICTCS OJICTHOCTH KOXKHBIX TMOKPO-
BOB, JXXeINTyxa, cruieHoMeranusi. [loutu Bcerga
pUCYTCTBYyeT cruieHoMeranusi. C BO3pacTom
Pa3BHUBAOTCS JKEITYHOKAMEHHAasi 00JIe3Hb, BTO-
pUvYHAs Teperpy3ka >KeJe30M U M3MECHEHHE
KOCTEH ckesieTa (BCJIEJCTBHE YaCTBhIX TPaHC-
(hy3uit SpUTPOIUTAPHON MacChl). ATiacTmue-
CKHE KPHU3bl MMPOBOLUPYIOTCSI TAPBOBUPYCHOI
B19-undexuneii.

Jleuenne nepunTa NMUPYBATKMHA3BI

®donueBas kuciora no 0,001 r/cyT exe-
JTHCBHO. 3aMECTUTENIbHAsI Teparus SPUTPO-
LIUTAPHOM MaccoM JUIsl MOIJICPKaHUS YPOBHS
remoriobuna 6omee 70 /7.

CIUICHPKTOMAIO TPUMEHSIOT TOJIBKO TIPH
TIOBBIIIIEHUN TIOTPEOHOCTH B TpaHC(hY3HSAX dpH-
TporTapHoii Maccel cBbire 200-220 mir/kr
B rox (mpu Ht spurponmrapHoii Maccer 75 %),
CIJICHOMETAJIH, COMPOBOXKIAIOUICHCS OOJISIMH
B JIEBOM TMojipeOepbe W/WIM Yrpo30il pa3pbiBa
cene3éHKH, a TaKKe TPH SIBJICHUSX THIepCILIe-
Hm3Ma. [lepen npoBeneHneM ornepaTuBHOTO Jie-
YeHUsT HEOOXOAMMO BaKI[MHUPOBATH IMAI[UCHTA
IIPOTUB MEHHHIOKOKKOBOM, ITHEBMOKOKKOBOM
1 reMouIIEHON HH(peKIH THIa B.

HexenarenbHO HCIIONB30BaTh CalIMIUIIA-
ThI, TaK KaK B YCIOBHSX Je(hUIIUTA TUPYBATKH-
Ha3bl CAJIMIMIATHI TPOBOLUPYIOT HApyIICHUES
OKHCITUTENBHOTO POCcHOPHUINPOBAHUS B MUTO-
XOHJIPHUSIX.

MeTreMori00uHeMust HACJIe/ICTBEH-
Hasl — 3a0o0neBaHme, TP KOTOPOM HapymIeHO
paBHOBECHE MEXIy IMPOIECCOM OKHCIIEIH
reMOrIO0MHa U METTeMOIIIOOMHA U Tpoliecca-
MU BOCCTaHOBJICHUS reMorioouna. Tun Hacre-
JIOBaHUs 3aBUCHUT OT XapakTepa HapyIICHUs,
CIOCOOCTBYIOIIETO 00pPa30BaHUI0 METIeMO-
100MHA; BO3MOXKEH ayTOCOMHO-PEIeCCUBHBIN
Y JIOMHHAHTHBIN THII. 3a00/IeBaHNE XapaKTepH-
3yeTCsl BBIPAKCHHBIM MU Y3HBIM ITHAHO30M,
oOHapyKMBaeMBIM Y JI€TE€H B paHHEM BO3pacTe
U JIaXKe B TIepUoJie HOBOPOXKJIeHHOCTH. KpoBb
MMEET IIOKOJI/IHBIH OTTEHOK 3a CYET PE3KOro
TIOBBIIICHUS COJIEPIKAHUS METTEMOITIO0NHA J10
15-50% mpu wopme ot 0,5 mo 1%. Ilpu Ta-
JKEJIBIX CTEINEHSIX METIeMOITIOOMHEMHUU OTME-
YaloTCsl O/IBIIIKA, CIa0OCTh, TOJOBHBIE OOJIH.
Pa3BuBaercs koMIieHCaTOpHas TOIUTITIOOYIIHS.
OTMeJaeTcsl OTCTaBaHKE ACTCH B (PU3HIECKOM
¥ YMCTBEHHOM pPa3BUTHH. B HacTosIIee Bpems
MIPUHATO BBLICTATH (DOPMBI HACIIEICTBEHHOM
METTIIOOMHEMUH.

Tumn I ontucan Gibson B 1948 . OGycioB-
neH nedunuToM ¢epmeHTa auadopasbl HIU
KO3H3UMa [, KOTOpBI NpPUHHMAET y4yacTue
B BOCCTAHOBJICHUH METTeMOTIIOOMHA B TeMO-
mo6uH. HacnenoBanne ayToCcOMHO-PEIIecCrB-
HOE. DTOT THII METTeMOTJIOOMHEMHH BHISB-
TSETCS TIPH POXKICHUH PEOCHKA COXPaHSIETCS
BCIO J)KU3Hb. B OONBIIMHCTBE CITyyacB HE JIaeT
BBIPQXCHHON KIMHUYECKOW KapTUHBI, KPOME
[IMaHO3a HOCOT'YOHOTO TpPEYTroJIbHHUKA, CIIU-
3UCTONW OOOJIOUKM PTa U KOHBIOHKTHBBI, 3TH
CUMIITOMBI HECKOJIBKO YCUIMBAIOTCS MpHU (u-
3UYECKON Harpy3ke 0e3 yXymmeHWs oOIero
COCTOSHHS.

Tun II, onucanusiii Horlein B 1948 1,
XapaKTepu3yeTcss HaIMYHeM I1aTOJIOTHYECKO-
ro reMorioouHa, obo3HagaemMoro kaxk HbM.
B nactosimiee Bpemsi ycranoBieHo 4 BapuaH-
Ta reMornioOMHa M, TpU HAJIWYMH KOTOPBIX
B OpraHu3Me pa3BUBACTCS METIeMOIIOOMHE-
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mus, a umedHo HbM Bocron, HbM Cacka-
TyH — Ynkaro. CoaeprkaHue METreMOoTIo0rnHa
y OonpHBIX KoJeOnercs ot 15 mo 20%. Mme-
€TCs BBIpOKEHHBIN 1Iano3. O011ee coCcTosTHIE
HapyILIaeTCss Mano. Y reTepo3UuroT OTMEUYCHO
TaK)Ke TOBBIIICHHOE COACPXKAHUE METIeMO-
I00MHA B KPOBH.

Tun III nacnencTBEHHON METTeMOITIOOMHE-
muu, ormmcanueiii Eder B 1949 1, xapakrepu3sy-
€TCs OTCYTCTBHEM B IPUTPOITAX aHOMAIHHO-
ro HbM wu 3aMeTHBIX paccTpOCTB aKTUBHOCTH
mradopasbl 1, XOTS KIMHUYECKH WMEINCS BBI-
PaKEHHBIM IIMaHO3 C MEPBBIX MECSIICB KU3HHU,
a CojIepXKaHUEe METTeMOINIOOMHA JIOXOIIO JIO
40%. B nerkux ciy4asx CenyuaTbHOTO JICUCHUS
He TpeOyercs. B TSDKENbIX ciydasx, Tpu pes-
KOM TIOBBIITICHUH COACPKaHMSI METTeMOTTIO0NHA
B KPOBH, BBOIST BHYTPHUBEHHO METHIICHOBYIO
CHHIOIO B JI03€ 2 MT' Ha | KI Beca JIeTsIM paHHETO
Bo3pacTa u 1,5 Mr Ha 1 Kr Beca AeTsIM CTapLIero
Bo3pacTa. BBomst memienno B Buze 1 % pactBo-
pa. Ha3Hauaror Taxke acCKOpOWHOBYHO KHUCIIOTY.
[Iporuo3 GnaronpusTHBIH.

CepnoBHIHOK/IETOYHAS
aHemus (I'eMorino0uHo3 S, [Ipenanounros)

HpenanouuTos (CeprHOBUAHO-KICTOUHAS
aHEeMus) — Ha3BaHUE CIEeUUPHUECKON (OpPMBI
CEpIIOBUHO-KIICTOYHOH OO0Ne3HH, MpU KO-
TOPOH TOMO3BUTOTHOCTh MYTAallMM  BBI3bIBACT
nosieieHue remornodouna S (HbS). Dtor Tun
CEpPIIOBUIHO-KIICTOUHONH aHEeMHHU, TaKKe W3-
BectHbI Kak «HbSSy», «SS Oonesnpy», «remo-
mI00MH S», ApenaHoLUTapHas aHEMUs, cep-
MTOBUJHOKJIETOYHAS! T€MOJIMTHYECKAsl aHEMHS,
appuKaHCcKas aHEMHs, MEHUCKOLMTO3 WJIIH
cunapom Xepuka (I'epuka). ['eTepo3urorsl,
KOTOpBIE MMEIOT TOJIBKO OIHMH CEPIIOBHIHBIH
IeH W OIMH HOPMallbHBI T'eH TIeMOIOOHHA,
HaspiBaloT «HbASy. Jlpyrue, 6onee penxue
dhopmbl  3a00sIeBaHMSI BKITIOYAIOT: CEPIIOBHI-
Hoe 3aboneBanme remornoomna C (HbSC),
ceprioBuaHyto Oera-tumtoc (HbS/P +) u Gera-
Honb (HbS/P0) tanaccemun. It dpopmsl cep-
MMOBUJHO-KJIETOYHOH aHEMUH XapaKTepU3yIoT-
Csl SIBICHMEM KOMIIay[JHOH IreTepo3UTrOTHOCTH,
IIPU KOTOPOH YeJIOBEK UMEET TOJBKO OAHY KO-
IO MYTHPOBABIIETO I'eHa, KOTOPBIN BHI3bIBA-
et HbS u onny xormto npyroit aedexkrHol an-
nenu remorniobnna.  TepmuH — 3a0ojeBaHue
IIPUMEHSIETCS, B CBSI3U C TEM, YTO UMEHHO Ha-
CJICICTBCHHAS! aHOMAJIMS SIBIISCTCS] IPHUUMHOM
[aTOJIOTMYECKOTO COCTOSIHUSI, KOTOPOE MOXKET
MPUBECTH K CMEPTH U MOSIBICHUIO TSIKEIBIX
ocnokHeHnid. He Bce yHacinenoBaHHbIe Bapu-
AHTBI TEeMOTJIOOMHA SIBJISIFOTCSl 3JI0KAYeCTBEH-
HBIMH, 3TO SIBJICHHE U3BECTHO MO Ha3BaHUEM
TEHETHYECKUH NOIUMOPHU3M.

CepnoBHIHO-KIETOUHAS aHEMHs Hacle-
JyeTcsi TI0 ayTOCOMHO-JOMHHAHTHOMY THITY
(C HETTOTHBIM JTOMUHHPOBAHUEM ).

I'emorno6uno3 C — mposiBIsSeTCsT Kak Jier-
Kas (opMa CEpIOBUIHO-KICTOYHONH aHEMUHU.
HacnencrBennass myraiusi B IeHE, pPacrofio-
>KeHHOM B mo3unmuu 11p15.5

Kimmnuka ¢gaBu3ma xapakrepusyercs LIu-
POKHMM JHAIa30HOM IPOSIBIICHUH — OT JIETKUX
JI0 TSOKETBIX CHMIITOMOB. MoryT mpemie-
CTBOBAaTh TPOJPOMAIIEHBIE SIBICHUS — OOIIee
HEJIOMOTaHHe, JKEIyI0OYHO-KUIIIEYHbIE pac-
CTPOKCTBa, CBSI3aHHBIC OOIBIIEC C OOMIUEM
chesieHHbIX 0000B. [TepBbie mpu3Haku 3aboie-
BaHUs BOSHUKAIOT OOBIYHO B IEPBBIC YaCHI 110~
cie ynotpebnenust 6000B, peako Ha 2—3 NCHb.
Paznnyaror TsKenyto, CpeaHeH TSIKSCTH U JIeT-
kyto opmsl dhaBm3ma. [Iporuos OompImeit ga-
CTBIO0 OMaronpusATHEIA. Ho B 0000 TsDKETBIX
CIIy4asiX, COIPOBOXKIAIOIINXCA TPOMOO30M
MO3TOBBIX  KalWJUIAPOB  PaCHadaroluMHUCs
SPUTPOLIUTAMHU, CMEPTEIbHBIA HCXOJI BO3MO-
JKeH B IepBble 24 yaca.

Tamaccemus

Tanaccemust (anemust Kynn) — Hacnenye-
MOE I10 PELIECCUBHOMY THITy (IByXajulelbHast
CHCTEMa) B OCHOBE KOTOPBIX JICKUT CHHKE-
HHUE CHHTE3a MOJIMIENTUAHBIX Lernel, BXomus-
HIMX B CTPYKTYPY HOPMaJIbHOTO TeéMOINIO0NHa.
B HOpMEe OCHOBHBIM BapHaHTOM Te€MOIIIOOH-
Ha (97%) B3pOCIOrO HYENOBEKA SBISICTCS Te-
MOTIIOOMH A. DTO TeTpaMmep, COCTOSIINN W3
JIBYX MOHOMEPOB O-LI€TICH U IByX MOHOMEPOB
B-ueneit. 3% remornoOuHa B3pOCHBIX NpEn-
CTaBJICHO TeMOTJIOONHOM A2, COCTOSIIEM H3
IBYX anb(a- u 1ByX aenbra-ueneil. CymecTsy-
tor nBa rena HBA1 u HBA2, xomupyromunx
MoHoMmep anbda u oguH HBB ren, kogupyro-
nuii MoHoMmep Oeta. Hajuuue myraiuu B re-
HaX reMOTIIO0MHA MOXKET IPUBECTH K HapyIie-
HUIO CUHTE3a LeTIel ONPEAEICHHOIO BUA.

Knaccupukanus

B 3aBucuMOCTH OT TOrO CHHTE3 KaKOI'O
M3 MOHOMEpPOB HapylIECH pasAeisioT ajibda-,
Oera- u genpra-ranaccemuro. [1o TsokecTH Kim-
HHUYCCKHUX HpOS[BJIeHPII)’I BBIACIIAIOT TAXCITYIO,
CPEIHIOIO M JIETKYIO (hOPMBI 3a00ICBaHUSI.

Aabda-Tanaccemust

Ceszana c mytanusmu B renax HBAL
n HBA2, pacnonoxeHHbIX Ha 16 Xxpomocome
(Jloxanmzanusal6p13.3). B perymsimum reHoB
remMorIoonHa IMPUHUMACT Yy4aCTUC JOIOJJIHU-
tenpHBI TeH LCRB, pacmonokeHne KoToporo
11p15.5 (Kukreti S, c coaBr.[6]). EcTh Bcero
4 mokyca, KOIWpYIOIIEeTo o-menu. Hammuame
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MyTallid B OAHOM W3 JIOKyCOB MPHBOIUT
K MUHUMAJIBHBIM KIMHUYECKUM IPOSBICHU-
ssM. HapymieHust B AByX JIOKycaxX BBIPa)KaroT-
cs1 nerkoi opmoii anemun. Ilpu myranusax
B TpeX JIOKycaX BO3HHMKAeT 3HAYUTEJIbHOE
yYMEHBLICHHE MPOAYKUUHU o-roduHa. [Ipu
3TOM U30BITOYHBIC LIeTH B-II00MHA 00pa3yroT
TeTpamepsbl — remoriiobun H. Dra ¢popma Ho-
CUT Tak)Ke Ha3zBaHWe remornoomHomaruu H.
Xapaxkrep 3a0051€BaHASI MOXET BapbHPOBATCS
OT JIETKOH IO TSKEJIOH KapTUHBI THIIOXPOM-
HOU MukKpouutapHoit anemuu. Ilpucyrcraue
MyTalKuid BO BCEX YETHIPEX ayjieNsix aibga-
IJ100MHa HE COBMECTHMO C )KHM3HbIO. PebeHok
C TAKOW MAaTOJIOTUel MmorudaetT BHyTpeyTpoo-
HO WJIM BCKOpE mocie poxaeHus. U3 mymno-
BUHHOM KPOBHU TaKUX JI€TEH MOMKHO BBIJEIUTD
remornobun bapra.

Bera-tanaccemus

CymiecTByeT /ABa BapuaHTa Oera-Tanacce-
Muu — Oosbinas tanaccemus CD8(-AA) u ma-
nast Tanaccemusi (minor). Bonbmas tanacce-
Mus — HanOosee Tsokenast popma 3aboneBanHusl.
Bo3nukaer mpu HaIWMYAA MyTaldid B 000X
amensx reHa Oera-mmoOwHa. B oTcyTcTBHE
WM TPY PE3KOM YMEHBIIIEHUH MPOU3BOJICTBA
Oera-Lieneil reMOrIOOMH A BBITECHSIETCS Te-
MornoouHoM F, B HopMe BbIpabarhIBaroNIEM-
Cia y IUioga M CMCHAIOIICMCA Ha FCMOFJIO6I/IH
A mocnie pomoB. Manasi TanacceMusi CBsi3aHa
C HAIMYMEM MYyTalUHd B OZHOM H3 ajulenei
reHa Oera-robmHa. Kak mpaBmiio mpoTekaeT
JIeTKO 1 He TpeOyeT JIedeHusl.

ITHOJOrUA

TajacceMHIO BBI3BIBAIOT TOYEUHBIE MY-
TallMd WK JIeNIelIMd B IeHaX TI'eMONIOOHHa,
BeAylue K HapyumeHnto cunteza PHK, uro
MIPUBOJUT K YMEHBIICHUIO WJIM TOJIHOMY Ipe-
KpaIlleHUI0 CHHTE3a OJHOTO W3 BHJOB IOJIH-

MeNTUAHBIX Tieneil. CHHTe3 Ierel Ipyroro
BHJIa TIPOJIOJDKAETCS. DTO PUBOIUT K 00pa3o-
BaHUIO HECTAOWJIBHBIX MOJHUIENTUIHBIX arpe-
ratoB U3 W30BITOUHBIX LIENEH, HapyIIAIOLUIMX
HOpMaJbHOE (DYHKIHMOHHUPOBAHHE SPUTPOLIU-
TOB W UX paspylueHue. IIoBbIIIEHHBIN reMO-
JIN3 SPUTPOIIUTOB BBI3BIBAET AHEMHUIO.

NuaeMuoJI0rus

Annda-TamaccemMus pacrpocTpaHeHa B 3a-
nagHoit Adpuke u lOxnoir Asun. bera-ta-
JlacCeMHMs 4acTo BCTpedaercs: B cTpaHax Cpe-
I3eMHOMOpPbs, 3anannoit Aszun u CeBepHOU
Adpuku. DTO peruoHsl, TIe pacupocTpaHeHa
MaJigpus. [ eTepO3UroTHbIE HOCUTENIN My Tallui
BTeHax anb(a- mbera 1emneld reMoroOMHa
SIBIITFOTCS 00JIe€ YCTONIMBBIME K MaJISIPHITHO-
My IazmMoano. MMeroTes odarn TaiacceMuu
B AzepOaiipkaHe, B paBHUHHBIX pallOHax Ko-
TOPOTO TeTepPO3UTroTHAs OeTa-TanacceMus Ha-
omonaercs y 7-10% naceneHust.

Kiannnueckasi kapTuna

[Ipu TasacceMuu XapakTepHBI TUIIOXPOM-
Hasl aHeMHs, AaHH30IMTO3 (HEeNpaBHIbHbBIC
pasMepbl KIETOK) SPUTPOLUTOB, HATUYNE MU-
IICHEBUHBIX (DOPM 3PUTPOIMTOB (IISATHO Te-
MOMIOOWHA B IICHTPE KIICTKU, HAIIOMHHAIOIIEE
MutiieHs). [lpu 3ToM conepkaHue ChIBOPOTOU-
HOT'O jKeJe3a HOpMallbHOE WIJIM IMOBBIIICHHOE.
KomrieHcaTopHas rurepruia3us KOCTHOTO MO3-
ra, BeJIET K HApyIICHUsIM B CTPOCHUH JIUICBO-
ro vepemna. Uepern MOXKeT cTaTh KBaJPaTHBIM,
OaleHHBIM; HOC MPUOOPETACT CEJIOBUIHYIO
(dopMmy; HapymiaeTcsi MPHUKYC U Pacroioxke-
HUe 3y00B. OTMEUaeTCsl JKENTYITHOCTh KOXKHU
U CIIM3UCTHIX 00osiouek. Cene3éHKa U NICYCHb
yBennueHbl. bonbHbIe moaBep:keHbl HH(EKIIU-
OHHBIM 3a6OHeBaHI/IHM. Pano nauaBmasics ane-
Musi 00yciaBiuBaeT (PU3NYECKOE WU yMCTBEH-
HOE Helopa3BUTHE PeOEHKA.

HCKOTOpI:Ie T'CHbI, MyTallUli B KOTOPBIX BBI3BIBAIOT Pa3BUTUC TeMOJINTUICCKON aHEMHUH

I'en, roe 11
OKaju3a- Tun
npousouwuia | Ha3Banue rena denotun
s TeHa HaCJIeI0BaHUS
MyTaLust
1 2 4 5
G6PD glucose-6- JesrensHOCTh TMoko3a-6-(ocdar Cuennex
phosphate 1-nerunporeHassr, Xa28 ¢ X-XpoMoCcoMOi
dehydrogenase JIeSITEJIbHOCTh OKCUPEIyKTa3bl Ha q
MeMOpaHy KIECTKH
PGK1 phosphoglycerate | Xponunueckas HecepounTapHas Cuenuiex
kinase 1 AQHEMHs1, yMCTBEHHAsl OTCTaJIOCTb, Xql3 ¢ X-XpoMOCOMOM
MHOIMATHs, IMMYHONATHsI, TOIITHOTA,
AQHOPEKCHsI, MUOTTIOOUHYPHSI
GCLC glutamate-cysteine | XpoHHYecKasi FeMOJIUTHYECKAsI AyTocomHO-pe-
ligase AQHEMUsI, TEMOJINTHYECKasi aHeMHUs 6p12 LIECCUBHBIH THIT
HOBOPOXKJCHHBIX, ITH30/bI JHCIICK- HAaCJIeIOBaHUS
CHH, BA30MOTOPHAs TUChYHKIHS
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Oxonvanne Ta0IHIBI
1 2 3 4 5
BPGM 2,3-bisphosphog- | XpoHnueckasi reMoiuTHYECKAsI AyTOCOMHO-pe-
lycerate mutase aHeMus 7q31-q34 |ueccuBHbI TUI
HacJIe0BaHUS
AKl1 adenylate kinase 1 | Xponndeckast HecepouTapHas AyTocoMHO-pe-
aHeMHs, MHOT/Ia TICHXOMOTOPHBIE 9q34.1 |umeccuBHBIN THIT
3aJIep)KKU Y JieTer HacJIe0BaHUS
HK1 hexokinase 1 XpoHuYECKast FeMOJTUTHYICCKAST AyTOCOMHO-pe-
aHeMus 10g22 LECCUBHBII TUIT
HacJIe0BaHUS
SLEHI CucremHas BoirgaHka erythematosus AyTOCOMHBIH
C TEMOJIUTUYECKOI aHeMuen 1 1al4 JTOMHHAHTHBIN
q C BBICOKOM IIeHe-
TPAHTHOCTBIO
TPI1 triosephosphate XpoHuueckas reMoJuTHIecKas AyTocoMHO-pe-
isomerase | AQHEMHUsl, 4acTble OaKTepHaIbHbIE 12013 LIECCUBHBIH THIT
MH(EKIUN MUOTIATHS, CMEPTD B JIET- p HacJeI0BaHUS
CKOM BO3pacTe
SLC4Al I'en, kopupyronmii | XpoHndeckast chepouutapHas AyTOCOMHO-10-
001acTh TPAHCMEM- | TEMOJINTHYECKAsl aHEMHUSI, TOYCUHBIN MHUHAHTHBIN THUI
OpaHbl, OTBEYATO- anmuo3 17921-q22 |macmenoBaHus
11ast 3a TApHCIIOPT
AQHHMOHOB.
GPI glucose phosphate | XpoHnueckasi reMoJIUTHYECKAsI AyTocomHO-pe-
isomerase aHeMMs 19q13.1 |ueccuBHbIN THII
HacJIe0BaHUS
GSS glutathione XpoHuYecKast TeMOJTHUTHICCKAS AyTocoMHO-pe-
synthetase aHeMusi, MeTaOOINYECKUH ali103, 20ql1.2 |1meccuBHBIN TUIT
YMCTBEHHasl OTCTAJIOCTh HacJIe0BaHUs
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