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Tlpusedennbvlii npumep u3 KIUHUYECKOU NPAKMUKU UHIMEPecen mem, Ymo 20Mo3u2omuas bema-manaccemust Oblna enepevle OUazHo-
cmuposana y 6onbHOU yoice 8 3peloM 603pacme 88Uy OMCYMCMBUS XAPAKMEPHOU 0l OAHHO20 3a001€6AHUA MAHUDECMHOU KIUHU-

yeckou KapmuHbl.
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L.Yu. Bighayeva, S.V. Kolodey
THE PRIMARY DIAGNOSTICS OF HOMOZYGOTIC BETA-THALASSEMIA IN FEMALE PATIENT AGED 27

The article provides an example from clinical practice concerning the case when homozygotic beta-thalassemia was primarily
diagnosed in female patient only in mature age because of lacking of manifesting clinical picture typical for this disease.
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Beseoenue. Tanaccemnuy — 3TO TeTEpOreHHas rpyrma 3adose-
BaHUH KPOBH, OTHOCSIIMXCS K KOJIMYECTBEHHBIM IeMOIIOOMHO-
MaThsM, TPH KOTOPHIX HAOIIOAACTCSl YMEHBIICHHE WM TOJIHOE
OTCYTCTBHE CHHTE3a IIIOOMHOBBIX IIETEH, BXOIIINX B COCTAB MO-
JeKysbl reMorioouHa yenoseka (HbA, HbF u HbA)). B ocnose
OeTa-TasacCeMHUH JISKHUT HACIEACTBCHHOE YTHETEHUE CHHTE3a 1ie-
nieid, Bxoasmx B cocraB HbA. Bera-Tranaccemust sBiseTcs OXHUM
73 CaMBIX PacIpOCTPaHEHHBIX HACJIEICTBEHHBIX 3a00JeBaHHH,
BcTpevaetcs B FOxkHoit EBporie, oco6enHo vacto B ctpanax Cpe-
nu3eMHoMopbsi. Ha teppuropuu OviBiiero CCCP Gera-ranaccemust
AMeeT IIUPOKOE PACIpPOCTPaHEHHE B PeciyOinuKax 3aKaBKasbs H
Cpenneit Asun. B I'py3un 1 ApmMeHnn HOCUTENECTBO COCTABIISIET
oxoio 3% [4, 6, 7]. Ilatorenes tagacceMuii 3aKJII04aeTCs B HapY-
[IEHWH CHHTE3a HOPMAIBHOTO reMOINIOOWHA M3-32 U30BITOYHOTO
KOJIMYECTBA CBOOO/HBIX (1~ MUK [3-11eTel reMOrIO0OHHA, UTO BEJICT K
Pa3BUTHIO MUKPOLIUTAPHOI TUIOXPOMHOM aHeMuu. M30bIToUHbIE
O-IIETIH TTPY TOMO3UTOTHOH OeTa-TaaacceMHu OBICTPO MPEIUITUTH-
PYIOT U 00pa3yroT HEPaCTBOPUMBIC BKJIFOUCHHS B HOPMOOIACTax
KOCTHOTO MO3Ta, pa3pyllasl UX, YTO MPUBOJUT K PA3BUTHIO HEI-
(heKTHBHOTO IPUTPOINIOI3a U THIEPIUIA3HU KOCTHOTO mo3ra. Ilpe-
LUITUTATBl B PETHKYJIOLHTAX M 3PENIBIX PUTPOLUTAX YHAISIOTCS
B CEJIE3CHKE, IPH TOM MOBPEKAACTCSI MEMOpaHa SPUTPOLUTA U
MOBBIIIACTCS €€ MPOHHUIAEMOCTD JIJISI KATHOHOB, B PE3YJbTaTe CO-
KpaIiaeTcst MPOAOKUTENFHOCTD JKH3HH SPUTPOLIUTOB M Pa3BUBa-
eTcs reMONH3. BrlpaXkeHHAs S)pUTPOUIHAS THIIEPIIIA3Hs SBISIETCS
OCHOBHOU MPUYNHON M30BITOYHOTO KPOBETBOPEHHUS B KOCTSIX, UTO
BBI3BIBACT UX JAedopmarmio. Hepeako ogarn KpacHOro KpOBETBO-
peHuUst 0OHAPYKMUBAKOTCS B TIEUEHHU | celie3eHke. HeadekTrBHbIN
SPUTPOII033 UHAYLMPYET MOBBIIIEHHOE BCACBIBAHUE XKEJe3a, YTO
MIPUBOJIMT K TTATOJIOTHIECKON Meperpy3Ke OpraHu3Ma jKeiIe30M.

OcCHOBHBIE KIMHUYECKHE MPH3HAKK 3a00JI€BaHMS: MHKPOLH-
TapHas TMIOXPOMHAs aHEMUSI, 3aJepiKKa B (PU3MUESCKOM H TIOJIO-
BOM Pa3BHTHH, F€NIATOCIUICHOMET s, U3MEHEHHE KOCTeH uepera,
neperpyska sxese3oM [8, 9]. Bonbiias ¢opma Oera-TamaccemMu,
wiu aHemus Kynu — 9To Tspkenast popma nporpeccupyromei reMmo-
JUTHYIECKOW aHEeMUH, TPEOYIOIIast MOCTOSTHHBIX TeMOTpaHChy3Hi.
Knnangeckue nposiBieHus TaHHOH (hOPMBI TaTaCCeMUH CTAHOBSIT-
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sl 3aMETHBIMH ¢ 1-TO rofa KHM3HH peOeHKa W BHaJasle He NMEIOT
crielM(UIECKUX YepT: OTCTaBaHHE B Macce, OJIEIHOCTh KOXKHBIX
MOKPOBOB, YMEPEHHAsI aHEMHUS, IPUCTYIIBI JIUxopaakd. OJHAKO K
KOHILY 2-TO TO/Ia YKU3HH SIPKO MPOSIBISTIOTCS IPU3HAKHU TSHKEIIOHN Te-
MOJIUTHYECKON aHEMHUH, HeA(PPEKTUBHOTO SPUTPOIIOA3A U CIICHO-
Meraiuy. Pe3kas runepruiasys KpaCHOI0 poCTKa KOCTHOIO MO3ra
SIBIISICTCSI IPHIMHOM HAapyIICHUSI CKeNeTa.

Ipomexytounast ¢opma Oera-TamacceMHuy 10 CHMITOMATHKE
cxofHa ¢ OOINBIION Oera-TamacceMueil, Ho Bce CUMIITOMBI BbIpa-
JKEHBI 3HAYUTEINBHO ciabee. Takue OONMbHBIC TOKHUBAIOT JI0 3PEJIOro
BO3pacTa ¥ MOTYT MUMETh IOTOMCTBO. KiIMHMYECKHE MpOSIBICHUS
reMoCcuIepo3a BbIPAXKCHBI 3HAYUTCIIBHO MCHBIIC W IOABIISIOTCS
Ha 10-20 ner mo3xe, yeM mpu OombLION TamaccemMun. OCHOBHOM
NIPHYIUHON CMEPTH ATUX OOJNBHBIX SIBILSIETCS CepIeTHAast HEIOCTATOU-
HocTh. KnnHudeckue nposiBieHus Manoi (hopMbl OeTa-TaaacceMun
BeCbMa He3HauHTelbHbIe [2, 6, 7]. BonbHbIe XanytoTcs Ha ObICTpYIO
YTOMIISIEMOCTb, C1a00CTh Mocie GU3NIECKON HArpy3KH, CHIKEHHUE
CoIep KaHUsI TeMOIIOONHA BO BpeMsI MHTEPKYPPEHTHBIX 3a0051eBa-
Huil. YacTo HaOMONAeTCs HE3HAYNTEIHEHOES YBEIIMUCHHE CENIe3CH-
KH, HeOOIbIIas OMMpyOuHeMus (3a cueT HernpsiMoi (pakimu). Y
JKCHIIWH BBIICTICPCYHUCIICHHBIC CUMIITOMBI l'[OpOﬁ TNPOABIIAIOTCSA
TOJIEKO BO BpeMsi OepeMeHHOCTH. KIIMHM4eckoe 3HaYCHHE STOif
(hOpMBI TaJacceMuy B TOM, YTO OHA YTSDKEISIET TeUeHHUe OCTPhIX U
XPOHUYECKHX 3a00JIeBaHNM, OEPEMEHHOCTH M YacTO COMPOBOXKIA-
ercst neuutoM (GorueBoi KUCIoThI [6, 8]. MunuMaibHast opma
Oera-TanacceMuu — 3TO OECCUMITOMHOE HOCHUTENHCTBO T'eHa Ta-
JIACCEMHH, THATHOCTHUPYETCS TOJBKO JIAOOPATOPHBIMU METONAMH
(naunbonee nocroepHbIM siBisercs: JIHK-tect) [6]. /luarHos Tanac-
CEMHH CJIelyeT NPEAIoararb IpyH HATHYAHN Y OOIBHOTO MUKPOIIU-
TapHOH TUIIOXPOMHOW aHEMHUH PH HOPMAJTBHOM HJTH TTOBBIIIEHHOM
YPOBHE CBIBOPOTOUHOTrO skerne3a [1]. [lns Bcex (opMm TanacceMuut
XapaKTepHO CHIDKEHUE KOJMYECTBEHHBIX dPUTPOLMTAPHBIX HHICK-
coB: cpeiHero oobema sputportoB (MCV), cpeiHero conepkanust
remoniobuna B ogHoM sputpouute (MCH), cpenteil koHIEHTpa-
uun remorniobuna B omgHoM spurpouure (MCHC). HopmanbHblii
WM HECKOJIBKO TOBBIIICHHBIH YPOBEHb IIMPUHBI PACIIPEICIICHHS
5pUTPOIUTOB 110 00beMy (RDW) 00bIMHO OTMEUaeTCs y reTeposu-
TOT IO TeHy OeTa-TaIaCCEMHUH, Y TOMO3HTOT 3TOT ITOKa3aTelb 3HAYH-
TENBHO BhIlIe HOpMEI [3, 5]. Conmeprkanue reMorIo0HHa Tpu 60JTb-
10i1 TanaccemMuu He npesbimaet 40-50 1/11, Ipy MPOMEKYTOUHON
— KoreOrercs B mpezenax 60-80 1/, mpu Maoi ¥ MHHUMAJIEHOM
dopme B mpenenax 90-120 r/n. OcMmoTHYecKas Pe3UCTCHTHOCTb
spuTporuToB nosbimena, 100% remonus Hactymnaet B 0,25-0,15%
pactBope NaCl, B peKux ciaydasx — TOJIbKO B IUCTHILTUPOBAHHOM
Bozie. [Ipn OMOXMMHYECKOM HCCIIEZ0BAHUN BBIIEISIOT HEMPSMYIO
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TANepONINpPyOHHEMHIO, HOPMAIBHBIN WM MOBBILICHHBIH YPOBEHb
CBHIBOPOTOUYHOIO JKeJIe3a B COUETAaHUM CO CHIDKEHHEM OOIIEH Jxete-
30cBs3bIBatonel ciocobHoctu chiBopoTku (OXKCC) u oTHOCHTEB-
HO BBICOKMM ypoBHeM (epputrHa. OCHOBHBIM JTHArHOCTHYECKUM
IIPU3HAKOM O€Ta-TalacCeMHUU SIBIICTCS] KOMUUECTBCHHOE H3MEHe-
HUe MajibIX (pakuuil remornoOuHa. YposeHs HbA, y romosuror
MOKET OBITh HU3KHM, HOPMAJIBHBIM WM ITOBBILIEHHBIM, HO OTHO-
wenre HbA :HbA Bcerna Gonbiie, uem 1:40, ypoBenb (eranbHo-
ro TeMorIo0HHa 00BIYHO TpeBbimacT 60%, B HEKOTOPBIX CIydasx
on cocrapser 90-95%. Y rereposuror HbA, cocrabiser 4-8%
ot obmero remorioouHa. Hanbonee NOCTOBEPHBIM METOIOM JHa-
THOCTHKH TaJlaCCeMHU Ha CETOIHSIIHHI JICHb SBISSTCS HCCIe0Ba-
nue JIHK m100MHOBBIX T€HOB reMOII00MHA, YTO MO3BOJISIET TOUYHO
YCTaHOBHUTH TEHETHUECKYIO MpUpoy 3aboneBanus [6—9]. OOmens-
BECTHO, YTO F'OMO3UIOTHAs OeTa-TanacceMusi MPOsIBISET ceOsl yxKe
B 6-MECSIYHOM BO3paCTe, a K 2—3 roaM KIMHUYECKHE TPOSBICHUS
pe3ko BblpakeHbl. [OMo30roTHas Oera-Tanaccemusi siBisiercs Qa-
TaJIbHBIM 3200JIEBAHUEM JETCTBA, 1 OOJIBHbBIE PEAKO JOKHBAIOT 110
16 ner [8, 9].

Mamepuanwvt u menmodst. [TpuBoINM HEOOBIYHBIH KITMHUYECKUN
cirydail FOMO3UIOTHOM OeTa-TaaacCeMUU ¢ JIErKUM TEUCHUEM.

bonwnas I, 27 ner, sTHUYECKas: IPy3HHKaA, OblLIa HAIpaB-
nena B ['HII PAMH Ha noo0cnenoBaHue ¢ IpeABapUTEIbHBIM
JIMarHO30M: HACJIEACTBEHHas MHUKpOCGEpoLuTapHas aHeMUs,
CIUIEHOMeTanus. 13 aHaMHe3a W3BECTHO, YTO CHIKEHUE YPOBHS
FCMOFJ'[O6I/IH3. BIICPBBLIC BBIABWIM B AETCTBC U AHUArHOCTHUPOBAJIN
xene3oneGpuIuTHYI0 anemuto. [leproanuecku mpoBoaUIach Tepa-
s TIpenapaTaMy jkesesa 0e3 KOHTPOIs TUHAMUKH COIEPKaHHs
remorobuna. B Bo3pacre 26 ner npu Y3 opraHoB OpromrHoit
TIOJIOCTH BBISIBIICHA CIUIEHOMeranust. Ha MOMEHT ocMoTpa Ipeab-
SIBIISLIA KAIOOBI Ha OBICTPYIO YTOMIISIEMOCTb, OIBIIIKY NPH He-
OONBIION (PH3NUECKOI HAarpy3Ke, MePHOANIECKYIO KENTYIIHOCTD
ckiep. OObEKTHBHO: KOJKHBIE MOKPOBBI U BHJMMBIE CIIM3HCTHIC
00oiouky ONeIHble, YUCTbIE, CKIEpbl cyOukrepuuHsl. Ilepude-
puueckue TMMQOyY3IIbl He YBEIUYEHBI. B JIerkux — BE3UKYISIpHOE
neixaHue. CepaedHble TOHBI 3BYYHBIC, PUTM NPABHJIbHBIN, HA BEp-
XyIIKE MPOCITYHIINBACTCS CUCTOIMYECKHUN ITyM (yHKIMOHAIBHOTO
xapakrepa. JKUBOT MpH nanbnanuu MIrkuid, 6e3001e3HeHHbIH, T1e-
4eHb y Kpasi peOepHO IyrH, cene3eHKa yBelIuueHa Ha 7 CM HIDKe
pebepHoit ayru. bonbHOH ObUIN MPOBEICHBI HCCIIEIOBAHMUS:

— o0yl aHau3 KpPoBU (HA reMaToJIOTMYECKOM aHAIN3aTope
Micros 18 OT) ¢ onpezneneHreM KOJIMIECTBEHHBIX SPUTPOLUTAP-
HBIX TIOKa3aTeael 1 N3y4eHHEeM THCTOTPaMMBbl SPUTPOLIUTOB;

— HCclIeJoBaHuE MOP(OJIOrUY IPUTPOLUTOB B OKPAIICHHOM
MasKe KpOBH;

— ompenesieHUe KOJIMYECTBA PETUKYJIOLHUTOB IPH CYHpaBH-
TaJbHOHN OKpacke OpUITHAaHTOBBIM KPE3UJIOBBIM CUHUM;

— OIlpezieieHHe OCMOTHUYECKOH PE3UCTEHTHOCTU IPUTPOLU-
toB (OPD) ckpununrossiM metomoM B 0,35% pactBope NaCl
(mopma 90-100% remonus) u 0,5% pacreope NaCl (Hopma 0-5%
TeMOJIH3);

— anektpodope3 Hb Ha areraTueniroio3HbIX MJICHKAX HpU
pH 8,6;

— xonuuecTBeHHoe omnpeaenenue HbF no berke (Hopma 1o
2%);

— KonuuecTBeHHoe onpenenenre HbA, metonom smounposa-
Hus (HopMma 3,5%);

— orpezieneHue OMnmpyorHa KpoBH (00N M HETTPSIMON ) U HC-
cinenoBanue oomena Fe (ceiBoporounoe Fe, OXKCC, pepputun);

— ompenenenue JJHK mytem mpsimoro cexBenuposanwst [TL[P-
(parmMeHTOB 0eTa-III0OMHOBOTO TEHA.

Pezynomamor u obcyscoenue. B o0uiem aHanmze KpoBH Ha-
OITIONAITHCH CITEIYOIINE H3MCHCHHS: JICHKOMTHI -5,8 * 10°/11, TiM-
(douuter -28,6%, cpenHue KIeTku -6,9%, rpanynountsl -64,5%);
SpUTPOLUTHI -3,46 - 10'%/11; TeMoriobun — 87 T/11; reMaTtoKpuT —
26,6%; MCV —77 ¢ii; MCH -25,2 nir; MCHC -328 r/mm; KBIT -23,9
%; TpoMOOIUTHI - 267 - 10%/11; pomMbOKpHT 234%; cpeaHuil 00beM
TpoMOOLUTOB - 9,3 ¢u1; mUpHHA pacrpereNeHs TPOMOOLUTOB 110
ooveMy -20,4%. MopGhoorust 3puTPOLMTOB XapaKTepH30BaIach
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THIIOXPOMHUEH, MHUKPOLIUTO30M, «MUILIEHEBUAHOCTEIO». OTMeuan-
Csl aHU30LIUTO3, MOUKMIOLUTO3, HOPMOOJIACTO3 U PETHKYJIOLHTO3
(2,2%). B OMOXMMHYECKOM aHAITU3e KPOBH BBISIBIICHA THTIEPOMIII-
pyOuHemust 3a cyeT Henpsamoit (pakiuu (o0t onnmupyoun 38,8
MKMOJIb/JI, HeTIpsIMOi OumupyOuH 34,1 MKMOIB/IT), CBIBOPOTOYHOE
xkene30 28,1 mxmonb/i1, OXKCC 43,7 MKkMOITB/1, HEepPUTHH CHIBO-
porku 75 mxr/i; OPD 37,5%; HbF 97,0%, HbA, 2,96%.

TIpu aHanM3e SPUTPOLUTAPHBIX MTOKA3aTENICH OBLIO BBISBICHO
HesHaunTeabHoe cHkeHne MCV u MCH, HopMmasbHbIN ypOBEHb
MCHC wu Beicokuii mokazarenb RDW. Opgnako, kKaKk H3BECTHO,
JUIE MUKpOC(]eponuTo3a SBISETCS XapaKTepPHbIM 3HAYMTEIILHOE
yBenmmuenrne MCHC nipy HOpMaibHOM WJIM HE3HAYUTENILHO CHH-
skenHoM MCV. Tpu onpeznenennn OPD y GonbHOM BBISIBUIIN yBe-
JIMYeHue JaHHoro nokasarens — B 0,35% pactBope NaCl remomni3
cocrasui 37,5%. Taxoe nosbimenue OPO nabmonaercs npu 6era-
TaJIACCEMUH, KeTe30Ae(UIUTHON aHEMHUH M MaTOJOTHUH MEUYCHH.
YpOBEHBb CHLIBOPOTOUHOTO JKelie3a y GOIbHON ObUI HOPMAJIBHBIM.
B COOTBETCTBHH C ITUM MPOBEIH UCCIIEIOBAHHE MAITBIX (DpaKInii
TeMOIIOOMHA/UIST MCKITIOYEHHs] TeMOINIOOMHONIATHH. Pe3ynbTaTs
aHajM3a Mokasayiu nosHoe orcyrcTBue HbA, remornoOun Obui
npencrasnen HbF (97,0%) u nesnaunrensro HbA, (2,96%).

YuuTBIBasi OTHOCHTENBHO JIETKOE TEUECHHE 3a00JIE€BAHMS, MBI
MPEIIOIOKIIIN, YTO OOJIbHAS SIBIISICTCS HOCHUTEIEM T'OMO3UIOTHOM
MYTAIMH FeHa HAClIeACTBEHHOTO EPCHCTUPOBAHNSI (PETAIBHOTO Ie-
monobuna (HIT®I) nnu Hocurenem aByx mytaiwid: reHa HITOI
W reHa Oera-rasacceMunu. B cooTBeTCTBIM € 3TUM ObLIH 00CIIen0-
BaHBI POJUTEINN OONBHOW. Y OTIa M MAaTepu BBIIBJICHO CHIDKECHUE
MCV, MCH, MCHC npu nHopmansHOoM mokazarene RDW, uro
HauOosee XapaKTepHO Il FeTepO3UIOTHBIX HOCUTENEH reHa Oera-
tanmaccemun. Mccienyst Manble (pakiMi TeMOrIOOMHA, BBISBUIIH
MOBBIIICHNE THUX TMOKa3zarenei y oboux poauteneit (Mars — HbF
— 3,65%, HbA, — 5,06%; oreun — HbF — 2,75%, HbA, — 6,04%),
YTO TOATBEPAWSIO HAIWYKME Y POIUTENIH TeTepo3UroTHOH OeTa-
TajacceMuH. B CBSI3M ¢ Oy YeHHBIME JAHHBIMU HAMH OBLIIO BBICKA-
3aHO MPEATIONOKEHNE, 4TO OoNbHas [. SIBIISIeTCS HOCHTEIEM TOMO3H-
TOTHOHM MyTaluH reHa oera-tanacceMun. OTHaKO (PEHOTHITHISCKUE
MPOSIBJICHHS] HE COOTBETCTBOBAIM JAHHOMY I'€HOTHITY, B CBSI3H C UeM
npoezieHo uccnenosanue JJHK Gera-nieneit Hb ¢ nomomsio mps-
Moro cekBeHupoBanus [IL[P-pparmeHToB 6eTa-rIOOMHOBOTO TeHa
(;maboparopust renroi umxenepun ['HI[ PAMH). Pesynerars! mc-
CIIEJIOBAHHMSI MOKA3aJIH, YTO OOJIbHASI SIBJISIETCSI TOMO3UTOTHBIM HOCH-
TeneM Oera-tranaccemuueckoit mytaimu C/I8 (-AA).

3axniouenue. TOMO3UTOTHOCTD TI0 BBISIBJICHHOMY T'€HETHYE-
CKOMY Jie(heKTy accolMUpyeTcsi, KaK MpaBUiIo, ¢ TshKelon op-
MOH 3a00JieBaHMs, OIHAKO B OIMCAHHOM BBIIIe HAOIIOACHUU
KIIMHUYECKask KapTHHA COOTBETCTBOBAIA IPOMEKYTOUHOI (hopme
OeTa-TamacceMuu, KOTopas He TpeOyeT JyacThIX reMoTpaHcdy3uil.
Takum 00pa3oM, rOMO3UTOTHAs MyTallls reHa Oera-TagacceMuu
B PEIKUX CIyYasX MOXKET aCCOLUHMPOBATHCS C HETSHKEIBIM KITU-
HUYECKUM TeueHueM 3aloneBaHus. B mepcnextuBe y maHHOU
OOINTBHOI TIIAHUPYETCS IPOBECHUE CIICHIKTOMHHU.
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