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AnomanvHble Hecmabuabhble eemoenobunst (Hb) wupoko pacnpocmpanenst 6 onpedenennvix eeoepapuueckux 3onax (Hb S, Hb C, Hb E,
Hb D). Kaunuueckue nposienenus y Hocumenei aHOMAnbHbIX 2eM02A00UH08 MO2YN OMCYMCIMBO8ANb UAU OblMb 8bIPANCCHHIMU 6 8UOe M-
AHCeNO0ll 2eMOAUMUMECKOU AHeMUU C 8bICOKOLL 1emanbHocmbio. B cmamobe onucan cayuaii couemanus Hb E ¢ spumpoyumosom, 4mo 136410
onpedeneHHvle mpyoOHOCMU 8 OuazHOCmUKe 3a001e6aHUS.
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The case of hemoglobinopathy E
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Abnormal unstable hemoglobins are common in certain geographic areas (Hb S, Hb C, Hb E, Hb D). The clinical manifestations in carriers
of abnormal hemoglobins may be absent or expressed in the form of severe hemolytic anemia with high mortality. The article describes the

case with the combination of Hb E and erythrocytosis, which caused some difficulties in the diagnosis of disease.

Key words: hemoglobinopathies, homozygous and heterozygous carriage, Hb E (a f *"~'%)

3abosieBaHUs1, CBSI3aHHbBIE C HACJIEACTBEHHBIM Hapy-
1LIeHWeM CUHTe3a reMOorJIo0MHa, OTHOCSIT K TeMOTJI00MHO-
natusgM. OHU IeSITCsS Ha Ka4yeCTBEHHbIE (CTPYKTYPHbIE)
U KOJIMYECTBEHHbIE (DOPMBI.

KauecTBeHHbIE TeMOrJIO0MHOMATUU (IreMOTJIOOUHO-
natuu S, C, D, E, HOCUTENbCTBO HECTAOUIbHBIX TEMOTJIO-
OMHOB M TeMOIJIOOMHOB C TOBBILIEHHBIM CPOACTBOM
K KMCJIOPOAY U JIp.) COMPOBOXIAIOTCS UBMEHEHUSIMU T1ep-
BUYHOI CTPYKTYpPbl MOJIEKYJIbl F€MOTJI00MHA; MPU HUX
MOTYT HapylaThcsl CTAOMIBLHOCTb U (DYHKIUMU T€MOTJIO-
OuHa.

IIpu KoaMYeCcTBEHHBIX TeMOTJI00MHOIATUsIX (Tajac-
CeMUM U JIp.) CTPYKTypa reMorjioorHa ObIBaeT HOpMaJsb-
HOM, W JIILIb CHUXKAETCS KOJIMYECTBO TeX WX MHBIX Liernei
JIOOWHA.

TemornobuHomnaTuu sIBsIIOTCSl Haubosiee pacpocTpa-
HEHHbIMU MOHOTEHHBIMU HACAEACTBEHHBIMU 3a00JIeBaH M-
amu. [To nanHbiM BO3, Ha 3eMHOM I1l1ape HAaCUUTHIBAETCS
0KOJ10 240 MJTH YeJIOBEK, CTPaJalolIX KaK CTPYKTYPHBIMU
(KayecTBEeHHbIMHU), TaK U KOJUYECTBEHHbIMU (Tajlacce-
MUH) TeMorJIooMHoNaTusIMU. ExXeroaHo B Mype poxaaroT-
cs v ymupatoT 200 000 6onbHbIX meteid [1].

Temornobun E Bnepsbie Obul 0OHapyxeH B 1954 .
y kurenei Taunanga. B nanbHeieM ObLIO BbISIBIEHO €TI0
LLIMPOKOE pacnpoCcTpaHeHUe CPeU KUTeJel psiia cTpaH
FOro-BocrouHoit Azuu: Kamooaxu, Jlaoca, bupmbl, MH-
noHesuu. [To nganueiM BO3, mporHo3upyeTcst NosiBlieHue
1o 100 000 HoBbIX ciayvyaeB remorjaoouHonatuu E B Tau-
JaHzae B omkaitiue necsatunetus [2]. Umerotest coolie-

Hus o ciayvasix Hb E B Tamxukuctane. B HacTosiuee Bpe-
Ml TIOJTHOCTBIO pacliM(ppoBaHbl MECTO W XapakTep
AMWHOKKCJIOTHOTO 3aMeIeHUs JIs1 aHOMaJIbHOTO TeMO-
mobuHa E. D10 nuameHeHue otpaxeHo B popmyie: Hb E
(B, "2), B pesysibTaTe TOUEYHOMH MyTauuu (3ameHa
[JIyTAMUHOBOM KUCJIOTBI Ha JIU3UH B 26-M TIOJIOKEHUN),
MOMUMO TNOSIBIEHUS] aHOMabHOTO remorioduHa (Hb E),
MOSBUJICS TOTIOJTHUTEIbHBINA CIJTAlCUHTOBBIN CAUT, B pe-
3yJIBTaTe KOJIMYECTBO CUHTE3UPYEMOTO TJI00MHA CHUKEHO,
YTO KJIMHUYECKU UMEET TAIaCCEMUUYECKUE TTPOSIBICHUS.

TereposurorHoe HocutesnbeTBO (Hb AE) He conpoBo-
KIAeTCsl KIMHUYECKUMU TIPOSIBJICHUSIMU. Y TOMO3UTOT
(Hb EE) 00bluHO OTMeuaeTcsl Jerkasi reMoJuTudeckast
aHEMUsI C BEIPAXXEHHOI MUTIIEHEBUITHOCTHIO 9PUTPOIIUTOB
U yBeJIMUEHUEM pa3MepoB cene3eHku. MHorna Habmona-
0T YMEPEHHBIN 3pUTPOLUTO3. JInarHo3 NOATBEPKIAETCS
9JIeKTPO(OPE30OM TreMOrj00MHa, C MOMONIBI0 KOTOPOTO
BoIsIBiIsIeTcsl Hanuue Hb E, uMerollero noaBu>xKHOCTb,
6m3Kkyto K Hb A,, n HeGonbioe nosbimenne Hb F

JBoitHoe retepo3urotHoe coctossHue Hb E/pB-
TajJacceMUsi — MPOSIBISIETCS KIIMHUKOM, HATOMUHAIOLIEH
aHemum1o Kyu ¢ TsoKenoi reMoJIMTUIeCKO aHeMue, Mu-
KPOILIMTO30M, TUTTIOXPOMUEN 1 MUIIIEHEBUIHOCTHIO dPU-
TPOLUTOB, PETUKYJIOLIMTO30M, HOPMODJIACTO30M, 6a30-
(unbHOW TyHKTALMEl BSPUTPOLIMTOB, TOBBIIIEHUEM
UX OCMOTUYECKON PE3UCTEHTHOCTU, CIUIEHOMETralnei.
Hspenka ormevaeTrcss 6ojiee OJaronpusiTHOE TEYEHMUE.
Ilpu osnekTpodopeTUUYEeCKOM HCCAeIOBAHUU HaXOJSAT
Hb E u yBenuuenue cogepxanus Hb F [3].
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Takum obpazom, HanboJiee MPOrHOCTUYECKU HebJa-
TONPUSITHBIN BapUaHT reMornioonHonaTu E — 310 romo-
3UTOTHOE MJIA KOMITayHI-TeTePO3UTOTHOE cocTosTHMEe Hb
E/B-tanaccemusi, Ipu KOTOPOM 4acTO TpeOyeTcs TpoBe-
JeHUe TeMo3aMecTuTeSbHOi Tepanuu [4]. CBsg3aHHbIE
¢ 3TUM 3a00JIeBaHNEM KIIMHUYECKUE TIPOSIBIICHUS Pa3JIi-
YAOTCS 110 CTEIEHU TSLKECTH — OT MPOSBICHMI, XapaK-
TEePHBIX IIJI TIPOMEKYTOUHON TajlacCeMUU, IO TpaHCPy-
3MOHHO-3aBUCHUMOI OoJbIION TanacceMuu. [TpuUunrHBI
TaKOU BapnabeTbHOCTH YCTAHOBJIEHBI TOJIBKO YaCTUIHO,
TaK KaK y O0JIbHBIX C Bpoje ObI MACHTUYHBIMU TEHOTHTIA-
MM 0OHAPY>KMBAIOTCS OYeHb pa3HbIC IO CTETICHU TSKECTH
KIIMHWYECKIUE TIPOSIBIICHUS.

[Tarorene3 Hb E/B-tanaccemMuu siisieTcsi KOMILIEKC-
HbIM npouieccoM. Crofa BXoasT U Hed(hGhEKTUBHBINA dpU-
TPOITI033, aIlOITO3, OKCUAATUBHBIN CTpecC, KOTOPhIE TIPH-
BOOAT K CHIDKCHUIO TPOIOJDKUTEIBHOCTH KU3HU
SPUTPOLIUTOB [5].

B TsoKenpIX ciydastx BO3MOXKHBI JIeTaTbHBIC MCXOBI,
KOTOpbIe, KaK TPaBUjIo, 00yCIOBIEHBI CEPIeUHO-JIeTOU -
HBIMU 3200JIeBaHUSIMU. BO3MOKHO pa3BUTHE KapIUOMHO-
MMaTUH y MalleHTOB C TTOCTOSTHHOM TeM03aMeCTUTEIbHOM
Tepanueii, OOYCIOBJIEHHON pa3BUTUEM TeMOCHUIIEPO3a.
VY nauueHToB, HE MOJyYalolIMX MOCTOSIHHON remMo3ame-
CTUTEJIBHOI Teparunu, 9acTO pa3BUBACTCS JETOYHAS TH-
MEepTeH3WST W IIPABOXEIYIOYKOBAss HEAOCTATOYHOCTD.
Bo3MOoXHO pazBUTHE TPOMOOIMOOINYECKUX OCTOXKHEHU I
1 BHE3AITHOI cepaeuHoii cmepti [6, 7].

ITpuBoaMM Hallle KIMHNYECKOE HAOTIOICHME.

Y myoscuunor 30 aem, kamboOxucuiiua no HAYUOHANb-
Hocmu, cmydenma, npu MeOUyUHCKoM 00cAe008aHUU 8 NO-
AUKAUHUKE ObLAO BbISABACHO NOBbIUUEHUE YUCAA IPUMPOUUMO8
do 6,67 x 10"/n. B cea3u ¢ uem 011 ymounenus 0uaeHo3a
nayuenm 0ObiA HANPABAEH HA KOHCYAbMAUUIO K 2eMaAMOoa0cy
8 KAuHuKy ghaxysomemckoil mepanuu. Ilpu ocmompe npeds-
6451 Hcan00vL HA 00UV c1aboCcmb, cA1abOCMb 8 HO2AX, Ne-
puooduueckue 20106Hble 604U, CYOOPOU 8 UKPOHOICHBIX MblUL-
yax. JlonoaHumenvHo u3 aHamHe3a yY0anocb GbiCHUMD,
umo poduacs 6 Kamboouce, do npuesda ¢ Cankm-Ilemepbype
npoxcusan 6 Taunaumde. B 2001 e. nepebosen manspuei.
C 2009 2. ommeuaem uacmoie npocmyoHwvle 3a004€6aHUS.
Yem 6onenu poocmeeHHUKY — He 3HAem.

Ipu ¢usuxanvrom obcredosanuu obugee cocmosHue
YyoosnemeopumenvHoe, numaemcsi xopouto. Kocroie nokpo-
8bl U sudUMbLe cau3UCmble HOpMAnbHOU okpacku. Tlepughe-
pudecKue aumpamuueckue y3nol He yeeauteHvl. Kocmuo-moi-
weunas cucmema pazeuma xopouo. Ilyasc 68 yoapog
6 munymy, A 110/70 mm pm. cm., mousi cepoua 38yuHuvie.
B neekux ovixanue éezurynsproe. S3vik 0010%cen 6ero6amo-
CepbiM HAACMOM, JHCUBOM MAKULL, NPU NANBNAUUU OMMeUa-
emcs HebobIUAs DoNe3HeHHOCMb 8 NPagom nodpebepove. Ile-
YeHb U CeAe3eHKA He NaAbNUPYIOMCA.

Pesynbmambl uccnegosaHuil

Obwekaunuyeckuil ananruz kposu: Hb — 134 2/a, apu-
mpouumot — 6,25 x 10%/n, MCH — 21,5 ne, MCV — 63,2 ¢hn,
pemurynouyumol — 46 %o, MCHC — 339 2/a, anuzouumos

Dnexmpogpopes gpaxyuii eemoerobura y 6016H020

(1-2), eunoxpomusi, nouKusouumo3 (MuueHesuoHbie 3pu-
mpoyumot, MUKpocgepouumst), noauxpomamopuius — 2,
aetikoyumol — 8,9 x 10°/n, mpomboyumor — 315 x 10°/a,
COD — 2mm/uac.

Ilpu  kanuansprom 2nekmpoghope3e Ha annapame
Munukan evisenena gpaxyus Hb E (pucynox).

B mabauye npedcmasnenst hpaxyuu eemoanoduna 601b-
HO2O0.

Dpakyuu eemo2n00una 6016HO20

Ha3Banue Tecta Pesynsrar En. u3mepenns Hopma
Temorno6uH A 35,1 % 96—99
Temornobun A, 3,5 % 1-3
Temoriodun F 0,6 % 0-2
Temorio6un E 60,8 %

Temorio6ut S 0 %
buoxumuueckuii  anaau3 Kposu: XoanecmepunH —

3,74 mmonv/n, eatokoza — 5,1 mmonv/n, Ouaupyoun —
16,4 mxmonv/n, arvbymun — 48,6 o/n, AJIT — 44 U/,
ACT — 31 U/, Ca 2,38 mxmonv/n, ¢hocgop —
1,08 mmonv/n, ncenezo — 13,86 mxmonv/n, Kpeamunun —
94,5 mxmonv/n, mouesuna — 5,2 MMOAb/N, NPOMPOMOUHO-
evtil undexc — 110 %, ubpunoeen — 2,28 e/a.

Yavmpaszeykoeoe uccaedoganue opeanos OprOUHON no-
Aocmu — nepeaud Jcea4H020 ny3sips 8 00aacmu weiiKu, ce-
aesenxa 107 X 45 mm. Daekmpokapouoepamma — eapuanm
Hopmet. Tlpu penmeenoepaguu opeanos epyoHoii nosocmu
namonoeu4eckKux usmenenuil He guvisagnreHo. Qubpoeacmpo-
0Y00eHOCKOnUsi — NPU3HAKU AHMPANbHO20 2ACMPUMA, OY1b-
ouma.

B pesyasmame kaunuuecko2o 06cae008anus yCmMaHosaeH
duaernos eemoenoounonamuu E co emopuunsim spumpouumo-
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30m. Boavnomy dawvr pexomendayuu uzbecamv noosemos
Ha 8bicomy (8 ycA08UAX 2UNOKCUU BO3MONCEH 2eMOAU3 IPU-
mpouumos) u npoxooums OUCHAHCEePHO-OUHAMUUECKOe HA-
On100enue y mepaneema u 2emamonoea 8 NOAUKAUHUKE.
JlaHHOe KIMHMYECKOe HaOJIofeHWe TMpPEeACTaBsieT
WHTEpeC TSl FeMAaTOJIOTOB B CBSI3U C TEM, UTO Y GOJIbHOTO
C MOBBIIIIEHHBIM YMCJIOM 3PUTPOLIMTOB BBISIBJICHA PeaKast
dopma remorioonHonatu. OOBIMHO KJIMHULKCT MPe-
roJiaraeT IMarHo3 rTeMOrJI0OMHOMATHN Y OOJIBHOTO C aHe-

mueit. OmHaKo Mo JaHHBIM JTUTEPATYPhl, TPU FeMOTI00M-
HOMATUU C BBICOKOW ap@OUHHOCTBIO K KHUCIOPOIY
(kak B ciryyae ¢ remorioouHonarueit E) mpu MHoOrux ta-
JJACCEeMUYECKUX CUHAPOMAaxX HaOJI0JAeTCs TMOBBILLIEHUE
qyucaa 3pUTPOLIMTOB B mepudepudeckoin kposu [1, §].
B manHOM ciyyae Hanuyue YBEJIUYEHHOIO KOJIMYeCTBa
SPUTPOLIUTOB U BbIPAXKEHHASI MULIEHEBUAHOCTb 9PUTPO-
LIMTOB MO3BOJIU/IN 3aM0J03PUTh Y OOJBHOTO FeMOTI00M-
HOMATHUIO U HA3HAYUTh HEOOXOUMOE 00CIeIOBaHUE.
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