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AHHOTALUA
B crarbe aHanusupyercss HAKOIUIGHHas K HAcTOSIIEMY BpeMeHUu HHpopManus o
3a00J1IeBa€MOCTH, PacCIpPOCTPAHEHHOCTH, MAaTOT€HE3e M OCOOEHHOCTSX TeueHus [-TajacceMuu, a
TaK)Ke IMPEICTaBJICH KpaTKuil 0030p OCHOBHBIX KIMHUYECKUX METOJIOB JAMATHOCTHKU M JIEYCHUS
remMorioonHonaTuy. JlaHHble TUTEpaTyphl MOKA3bIBAIOT, YTO Ipodiema [-TajacceMHH COXpaHsSET
MEIMKO-COLIMANIbHYI0 aKTyaJIbHOCTh B IIEPBYIO OUEPE/Ib /ISl CTPAH a3UaTCKUX U CPEIUZEMHOMOPCKUX
peruoHoB. Mepbl 60prOBI ¢ B-TamacceMueid B COBPEMEHHBIX YCIIOBHSIX HANpaBlIeHbl HE TOJHKO Ha
MOMCK JEMCTBEHHBIX, 0€30IIaCHBIX U SKOHOMUYHBIX CIIOCOOOB JIEYEHHS JAHHOTO 3a00JIeBaHus, HO U
Ha pPa3pabOTKy CKPUHUHIOBBIX MPOrpaMM MNpO(UIaKTHYECKONM HAIpPaBIEHHOCTH, MO3BOJISIOIINX
BBISIBUTH O€CCUMITOMHBIX HOcUTeNeH maTojoruu. B ocHoBe pa3paboTku 3PPEeKTUBHBIX METOJOB
JMArHOCTUKY U MPOQPUIIAKTUKH JIEKUT TOHUMAHNUE MOJIEKYJIIPHBIX OCHOB I1aTOTr€HE3a 3-TaJacCeMUH.
3HaHHe MONYJSALUOHHO-IETEPMUHUPOBAHHOIO CIIEKTpa Haubosiee 3HAUMMBIX W YHUKAJIbHBIX JUIS
peruoHa MyTalui Mo3BOJIUT NPEAOTBPATUTh POXKICHUE JETEN ¢ TsHKeNnoi popmoii 601e3Hu.
KuroueBrble ciioBa: -tajgaccemusi, MyTallu, TUarHOCTHKA, MTPOPUIAKTHKA

ASSESSOROVA Yuliana Yurievna
Respublika ixtisoslashtirilgan gematologiya ilmiy-amaliy tibbiyot markazi

BETA-TALASSEMIYA: MUAMMONING HOLATI VA ISTIQBOLLARI (SHARH)

ANNOTATSIYA

Makolada b-thalassemia kasalligini tarkalishi, patogenezi va xususiyiyatlari tugrisida shu
kungacha tuplangan ma'lumotlar tahlili kilingan, ushbu gemoglobinopathiesani tashhislash va
davolashning asosiy clinics usullari tibbiy yordam ko'rsatish. Adabiy ma'lumotlar shuni ko'rsatadiki,
beta-thalassemia muammosi, avvalo, Osiyo va O'rta er dengizi mintaklari hududlari uchun tibbiy va
jjtimoiy zhihatdan kuchli yordam beradi. Zamonaviy sharaitda b- thalassemia bilan davolash va
davolashni tibbiy kasallikni samarali, hafsiz tejamkor usullarini topishga, beams pathologyning
asemptomatic tashuvchiniqlashga imkon beradigan prophylaxis y kasalliklardagi screening
dasturlarini ishlab chigarishga. Tashhislash va tozalashning samarali usullarini ishlab chikish b-
thalassemia patogenesining molecule asoslarini ko'paytirishga qodir. Mintagadagi eng muhim wa no
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mutationlarning populyatsion deterministic spectrini bilish rivojlanishi ogir shakli bilan kasallangan
bolalarni tugilishining holati fritters.
Kalit suzlar: b-talassemiya, mutatsiyalar, tashhis qo'yish, muammo olish

ASSESOROVA Yuliana Yurevna
Republican specialized hematology scientific-practical medical center

BETA-THALASSEMIA: THE STATE OF THE PROBLEM AND PROSPECTS (REVIEW)

ANNOTATION
The article analyzes the information accumulated to date on the incidence, prevalence,
pathogenesis and features of the course of B-thalassemia, and also provides a brief overview of the
main clinical methods for the diagnosis and treatment of this hemoglobinopathy. Literature data show
that the problem of B-thalassemia remains medically and socially relevancy primarily for the countries
of the Asian and Mediterranean regions. Measures of fighting with B-thalassemia in modern
conditions are aimed not only at finding effective, safe and cost-effective ways to treat this disease,
but also at developing screening programs of preventive orientation that allow identifying
asymptomatic carriers of the pathology. The development of effective methods of diagnosis and
prevention is based on an understanding of the molecular basis of the pathogenesis of B-thalassemia.
Knowledge of the population-determined spectrum of the most significant and unique mutations for
the region will prevent the birth of children with a severe form of the disease.
Keywords: -thalassemia, mutations, diagnosis, prevention

Beenenue.

I'emoriobuHonaTMX  TMpEeACTaBIEHbl  CIEKTPOM  HACJEJICTBEHHBIX,  T'€HETUYECKU
JNEeTEPMUHUPOBAHHBIX M3MEHEHUH WIM HapyLIeHUH CTPYKTyphl Te€MOIjoOWHa, MpUBOAALIEE K
KIIMHUYECKH WJIM J1a0OpaTOPHO PETUCTPUPYEMBIM H3MEHEHUSIM €ro (YHKIIMOHAIbHBIX CBOMCTB,
CBSI3aHHBIX C TPAHCIIOPTOM KHCIIOpOJa WM CTpoeHus u pyHkuuu spurpountoB. Haunbosee yacto
BCcTpeuaromuMucs ¢opMaMu TeMOIJIOOMHONATHH  SIBJISIOTCA CEPIIOBUIHOKIIETOUHAs aHEMUS,
TajacceMuss M TepcUCTeHLUs (eranbHOro remorioduHa. Pa3nmmyaroT KadyecTBEHHbIE U
KoJu4ecTBeHHbIe remoryioonHonarun [1]. KadecTBeHHbie 00yCIOBICHB 3aMEHONH aMHUHOKHCIIOT B
MOJIMMIENTUAHBIX LEMAX, TOr/la KaKk KOJUYECTBEHHbIE MeMOIVIOOMHONATHH CBSA3aHbI CO CKOPOCTBIO
CUHTE3a MOJUMNENTHUIHBIX 1eTnel roouHa.

B-TamaccemMusi — 3TO HACJIEICTBEHHO OOYCIIOBJIEHHAs reMOrjJoOMHONATHS, BOSHUKAIOIIAs B
pe3ysibTaTe CHUYKEHUSI UM OTCYTCTBHSI CUHTE3a -TJI00MHOBOM LIENU B TETpaMepe reMorioonHa us-
3a reHeruueckoro nedexra [2,3]. Iloutm Bce BapuaHThl [-TaJlacCEeMUU HACIEAYIOTCS IO
MEH/JIEJIEBCKOMY PpELECCUBHOMY THILy, HO CYyIIECTByeT HeOoJbllas MoArpynna amiened [-
TajgacceMUU, KOTOPbIE XapaKTepU3YIOTCS JTOMUHAHTHBIM TUIIOM HacienoBanus [4]. B pesynbrare
OOyCIIOBJIGHHOTO MYyTallel CHIKEHUS WIM IIOJIHOIO OTCYTCTBUSI CHHTe3a [-uenu riio0uHa
HECBSA3aHHBIE O-LEMH OCAKIAIOTCS B JPUTPOUIHBIX TNPEIIIECTBEHHUKAX, 4YTO TPUBOAMUT K
Hed(D(PEKTUBHOMY  SPUTPONO33y U  MOTCHIHAIbHOMY Temonu3y [5]. Kiuawdeckuit wu
reMaToJIOrM4YEeCKUI CIIEKTP MPOsIBIIEHUH [-TalacceMUH BapbUPYET OT OECCUMITOMHOIO COCTOSIHUS
HOCHUTEJIBCTBA JI0 KIIMHUYECKOW MaHU(ecTally IPU3HAKOB 00JIE3HU, KOTOPbIE MOTYT IIPOSBISATHCS B
BHUJIE KaK JIETKOM aHeMHMHM M MHUKPOLUTO3a, TAaK M BBIPAKEHHONW KIMHUYECKONW KapTUHBI
IIPOMEXYTOYHOM [-TajlacCeMUu WM OCHOBHOM P-Tanmaccemud [3, 6].

MoJiekyJIsipHO-0H0JI0THYEeCKHE OCHOBBI B-TajiacceMHH.

I'ensl rnoOuHa npeacTaBisAoT co00il apXxeTunuyeckue TKaHecneuupuyHble reHbl, KOTOpbIe
SBJIIOTCSL TPAHCKPUIILIMOHHO HEAaKTUBHBIMM B OOJBIIMHCTBE TKaHEH, 3a HCKIIOYEHHEM
SpUTPOOIIACTOB HA MO3/AHEN CTalUU TEPMUHAIBHON SPUTPOUTHON AUPPEpEHIUPOBKH.

B-rmoOuH KoaMpyeTcss CTPYKTYpHBIM TI'€HOM, HAaXOISMIIMMCS B KJacTepe ¢ Ipyrumu [-
nonoOHbIMU TeHaMu Ha Xxpomocome 11 (mokyc 11pl15.15) [7]. Knacrep comepkuT msTh
¢yuxuonansHeix reoB — €(HBE), Gy (HBG2), Ay (HBGI), 6 (HBD) u B (HBB), kotopsie
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PacrosIoKeHbl BJOJIb XPOMOCOMBI B MOPSIIKE UX 3KCIIPECCUH B MPOLIECCE PA3BUTHS AJIS IOTYUCHUS
pa3IMyYHbIX TeTpaMepoB remorioouHa: sMopuoHanbubiil (Hb Gower-1 ((2€2), Hb Gower-2 (a2€2) u
Hb Portland ((2B2)), ¢peranphusbiii (HbF, a2y2) u B3pocinsiii (HbA, 022 u HbA2, 0262). AktuBanus
TPAHCKPUIILIMM TE€HOB [-rJIOOMHA HAXOAMUTCS IOJ KOHTPOJIEM HIPOKCUMAJIbHBIX M JUCTAJIBHBIX
PETYJISITOPHBIX JIEMEHTOB, BKJIIOYas o0nacTh KOHTpois jokyca B-rnobuna (LCR) [8]. Kaxaprit u3
reHoB [-110I00HOr0 rI00MHA AKCIPECCUPYETCS Ha Pa3HBIX CTaJAUSIX OHTOrEHE3a I[OCPEICTBOM
rpoLecca «IepeKIoYeHts» reMorioonHa (3MOpHoHanbHbBIN — (eranbHbIl — B3pocibiit). Uepes
IIECTh MECAIIEB TTOC)Ie poXkaeHUs peOeHka ypoBenb HbF, koTopsiit BHayase coctaBiseT okojo 75%
ot obmiero yposHsi Hb, HaunHaeT cHIXKaThCs, TOCTUTas ITOKazaTess B3pocibix (<1%) yxxe B Bo3pacte
nByx jetT. B ato e Bpemst HbA cTtaHOBUTCS OCHOBHBIM reMOTI00MHOM, U MyTalluu T'eHa -riodbuHa
y B3pOCIIBIX, 00yCIIaBJIMBAIOIINE pa3BUTHE B-TalacCeMUU, HAUMHAIOT IPOSABIATHCS. B oTimune ot f3-
TaJacCeMUH, TSKENble MYTallud, KOTOpble MPUBOAAT K IMOJHOMY OTCYTCTBHIO I'€HOB O-TJIOOMHA,
CTaHOBSITCS KIIMHUYECKU OYEBUAHBIMU YK€ Ha CTaauu moza [7].

Ha ceroansiiinuii newp naeHtTuguuuponato 6oiee 350 myTtanuii rena B-riao0uHa, HO TOJIBKO
OKOJI0O COpOKa W3 HHUX CBsi3aHBl C [-Tanmaccemuei, 49ro cocraBisger okono 90% ciydaeB
3a001€Ba€MOCTH JaHHOH (hopMoii reMoryioonHonaTn Bo BceM mupe [9,4,6]. Kimacrepubie MmyTaruu
reHa [(-riao0MHa CHHUKAIOT MHTEHCUBHOCTh WJIM TOJHOCTHIO MHTHOMPYIOT BBIpaOOTKY Ierneit [3-
riobuHa. B oTinume oT o-TamacceMuu, XapakTepu3yIoUecst KpyIHbIMU JeJIeHUsIMHU, OOIBIINHCTBO
IFeHEeTUYECKUX KOHBEPCHM Mpu P-TamacceMHUH MPEACTABISAIOT COOOM TOYEUHbIE MyTallUU, TAKUE KaK
3aMEHa OJIHOTO HYKJIEOTHJa U JIeJEeMH OJHOIO WM JABYX HYKJIEOTHJIOB. TeM He MeHee, AeJeluH,
KaK M MHCEPLMH, HECMOTPS Ha PEIKYI0 BCTPEYAEMOCTh, TAKXKE MOTYT 00yC/IaBIUBATh pa3BUTHE [3-
TaJacceMUH — J10JI JJAaHHBIX T€HETUUYECKUX U3MEHEHHH cocTaBisieT Juib okojio 10% myTaruii rena
B-rmo6una [3].

INuAeMHOJIOTHYecKrue 0cO0eHHOCTH f-TajiacceMum.

[To ouleHKaM OTAENBHBIX UCCIIE0BAaTENeH HOCUTEISIMU IIPU3HAKOB TaJlacCEMUH sABIsAOTCA 1-
5% nacenenus 3emHoro mapa [10,3]. Bcero B mupe HacuutbiBaercs mnopsiika 270 MUILITMOHOB
HOCHTEJIEH TeHETUYECKUX BAPUAHTOB, CBSI3aHHBIX ¢ POPMUPOBAHUEM aHOMAJILHOTO T'€MOIJIO0UHA, U3
KOTOpBIX 80 MUJTMOHOB SIBJISIFOTCSI HOCUTENSIMU MyTauui B-tanaccemun. HepaBHue uccienoBanust
nokasbiBarotT, 4yto oT 300000 no 400000 neteil ekeroJHO POKIAIOTCS C CEPbE3HBIM HapYIICHHEM
ypoBHs remoryioouHa, npudem 23000 u3 HuX — ¢ TsHKenou B-tanaccemuei, 1 4to 10 90% 3TuX pooB
MIPOUCXOMAT B CTpaHaX ¢ HU3KUM WJIM CPETHUM YPOBHEM goxona [9,4].

TamacceMun HUMEIOT BBICOKYIO pacHpOCTPAHEHHOCTh Ha OOIIMPHOW TEeppUTOpUH,
npocruparoieics or Cpeln3eMHOMOPCKOro OacceliHa U HEKOTOPBIX paloHOB AQPUKH, 110 BCEMY
bmuxuemy Boctoky, Wnauiickomy cyOkonTuHeHTy, FOro-Bocrounoit Asum u Menanesuu 10
octpoBoB Tuxoro okeana. Yactora Hocuteneu -tamacceMuu B 3TUX obnactsax konednerca ot 1 1o
20%, HO B OTAEIBHBIX PETHOHAX MOXKET OBITH U BbILIE. YacToTa Oosiee Jierkux GopM 0-TajJacCceMHUU
HaMHOT0 BbIle U BappupyeT oT 10-20% B HekoTOpbIX yacTsax Adpuku K tory ot Caxapsl 10 40% u
Oosiee B HEKOTOpbIX nonyssinusax bimkuero Bocroka u Unauu u 1o 80% B ceBepHoii [1anya-Hogoit
I'BuHEe 1 HEKOTOPBIX U30JIMPOBAHHBIX I'PyIIIax Ha ceBepo-BocToke Munuu [4].

N3yyenune HaceneHus pa3iMYHbIX 3THUYECKMX IPyNI U TeorpauuecKkux pETHOHOB B
Oacceitne CpeauzeMHoro mopsi, Ha biamwkaem BocToke 1 B A3uu BBISIBIISIET 3HAYUTEIBHBIC PA3TUIMS
B MYTAllMOHHBIX CIIEKTpax wiu npoduisx reHa P-ranaccemuu. Tak, B AzepOaiipkaHe dacTroTa
reTEPO3UTOTHOTO HOCHUTENbCTBA OeTa-tamacceMun nocturaetr 15-20% u exeromHo B peciyOiInKe
poxknaercs okoio 200 HOBOPOXKIEHHBIX € TOMO3uUroTHOM [-ramaccemuenr [11]. Yacrora P-
tanacceMun B Typuum coctaBisier okoyio 2%, BapbUpysl B 3aBUCUMOCTH OT Ieorpaduyeckoro
peruona [12]. Ilpu aToM coob1iaeTcsi, 4To BbICOKas 4acTOTa [-TajJaCCeMHH B HEKOTOPBIX pErMoHax
Typuun cBsizaHa ¢ BBICOKUM YPOBHEM KPOBHOPOJCTBEHHBIX OpakoB M poxkpaemoctu [13]. B
CaynoBckoit ApaBum TmMoOKazarenab pachpocTpaHeHHOCTH [-tamaccemuun Ha 1000 HaceneHus
coctaBisieT mopsiika 13,6 cioydaes, Bkimrodast 12,9 cinyuaeB HocutenbeTa v 0,7 cimydaeB 3a001eBaHUs
[14]. Onnako pacrtymias Tyio0aibHasi MUTpANysi, 00yCIOBJICHHAs COIMATbHO-9KOHOMUYECKHUMHU U
MOJINTUYECKUMH (PaKTOpamMu, a TaKKe MMEBLUIUMH MECTO B IOCIEAHUE JECSITUIIETHS II100aTbHBIMU
BOEHHBIMU KOH(IMKTaMHM, 3aTPOHYBIIMMHU cTpaHbl Cpeau3eMHOMOPCKOro pernoHa u bimkhero
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BocTtoka, mnpuBena K TNPOHUKHOBEHHMIO PACCTPOMCTB TIeMOTJOOMHHOW CHUCTEMBI BO MHOIHE
reorpauueckue 30HbI, IJi€ MEPBOHAYAILHO OHM HE ObUIM 3HJIEMUYHbIMH, BKitouass CeBepHYyIO
Awmepuxy u EBpony [7,15].

[TockonbKy HOCHTENU 0-TaJaCCEMHH U CEPIIOBUAHO-KIETOYHON aHEMUHU ONPEICIIEHHBIM
0o0pa3oM 3alMIIEHBl OT TSDKEJIBIX TOCIEACTBUN MasipuH, BbI3BaHHOW Plasmodium falciparum,
PETrHOHBL, /€ pacHpocTpaHeHa [-TajsacceMus, CYIIECTBEHHO IEPEKpPbIBAIOTCS C pPEruoHaMu o-
TAJJACCEMUH U CEPIOBUIHO-KIETOYHON aHEMMH. B 3TOH CBA3M, Cilydau, KOrja y OJHOIO IallMeHTa
OJTHOBPEMEHHO ¢ [-TajacceMued  BCTpewyaercs M JApyras @opma  HacleICTBEHHOM
reMorjI00MHONaTHH, He SBJSOTCS peakocThio B CpennzeMHomopse U FOro-Bocrounoit Azuu. Tak,
30-35% umronelt ¢ reHeTHyeckoil marosiorme reHa f-riiobuHa u3 3amagHol AQpUKHM UMEIOT
COBMECTHO yHACJIEIOBAaHHYIO O-TalacceMmutio [7].

Bricokas yacToTa pacnpocTpaHeHUs B MOMYJISLIUN CEPbE3HBIX FEMOIVIOOMHHBIX MyTallUi IPU
OTCYTCTBUM HNpPO(UIAKTUYECKMX MEp MPUBOAUT K TIOBBIIIEHHON J0J€ POXICHUM JeTel c
TaJIACCEMHUEH.

Kannudeckas u 1abopaTopHasi JMArHOCTHKA f-TajacceMum.

Ha ocHOBaHuu pe3yinbTaToB KIMHUYECKUX U JJAOOPATOPHBIX UCCIIEOBAHUM ONPEEIISIOT TPU
dbopmbl PB-tamaccemuu: Manyro B-tamaccemuro (MB-T), Takke Ha3bIBa€MyH0 HOCUTEIHCTBOM WIIH
MPU3HAKOM, KOTOpas MpPEJCTaBisieT COOOW TIeTepO3UrOTHOE COCTOSHHE, OOBIYHO MPOTEKarollee
0ECCUMIITOMHO WJIM C JIerKoM aHeMmuel; mnpomexyTtounyio [-tanaccemuto (IIB-T), koropas
00yCIIOBJIEHa TOMO3ZUIOTHOCTBIO WJIM CJIOXHOW I'€TepO3UTOTHOCTHIO MO MyTalusaM [-TanacceMuu
(komMmayH/pl) W BbI3bIBaeT Oosiee TsDKENbIM CHEKTp aHemuit; Oosblryto P-tanaccemuto (BB-T),
MMEIOLIYIO TSDKEJIbIE, OMAcCHBIE JUIS KU3HU KIMHUYECKHUE MPOSBIICHUS U TPEOYIOLIYIO PEryisipHbIX
remoTpancdysuii [1].

VY nereit ¢ [-ramacceMuell NpU POXKAECHUU BBIPAKEHHBIX KIMHUYECKUX MPOSABICHUN
3a0oyieBaHUs, KaK NpaBWio, He HaOmonaercs. KimHuuyeckas KapTHHAa OCHOBHOM TajacceMHH
nposBiisgeTcs B nepuon ot 6 a0 24 mecsaueB. HeappekTUBHBIN 3pUTPONOI3, reMosiu3 U TsKenas
aHeMHsl TPUBOAAT K 3aJepXkKKe pa3BUTHs, JepopManu KOCTEH, MOBPEXKIACHUIO OpPraHoB,
BOCIIPUMMYUBOCTH K MHPEKIUAM U IPYTUM KIMHUYECKUM IposiBiIeHusM [15].

B sHnemMuuecknx paiioHax TaliacceMusl SBISICTCS MPUYMHOW MATEPUHCKOW cMepTHOCTH (3-
5% ciyuaeB). CMepTenbHbIE TEMOIMTUYECKHE KPU3bl HEPEKO PA3BUBAIOTCS Y )KEHILIUH-TETEPO3UTOT
WM KOMITayHJOB B Ieproj OepeMeHHOCTH U pojoB [11].

OYHKIMOHATBHO auienn [-TanmacceMuu paccMmarpuBaroTcs kak [0, xorma B-raobuH He
BbIpa0aThIBaeTcs, UiIK [+, P KOTOPOM BbIpAOATHIBAETCSI HEKOTOPOE KOJWYECTBO (-rjao0uHa, HO
MeHblIe HopMbI. B rpynmne B+ TanacceMun BcTpeyaeTcs UeNbli psj TSKENbIX (OpM; MEHEE TSHKEIble
(dbopMbI MHOTAa 0003HAYaAIOTCS Kak f++, 4ToObl OTPa3uTh MUHUMAIbHBIN AEQUIUT NPOayKUuu [3-
nerneil. Hocutenn HeKoTOphIX amieneit B++ He MpOsSBISAIOT KaKUX-JIMOO SIBHBIX T€MAaTOJIOTHYECKUX
(eHOTUIIOB; MX [OKa3aTelu SpUTPoUMTOB U ypoBHM HbA; HaxonsdTcs B mpenenax HOPMBI U
€AMHCTBEHHON aHOMAJIHEH SIBJISIETCS] HECOATaHCUPOBAHHBIN CUHTE3 «Ol-IIeNel/He-0-TIeTIeiy. AJienn
B++ 00bIYHO OOHApY’KMBAIOTCS y JIMI[ C MPOMEXYTOUYHOM TajlacCeMHUEH, KOTOpble yHacleA0BaIu
OJIUH aJUlelib Y OJIHOTO W3 POAMTENEH C TUIMHYHBIMM MpHU3HAKaMu [(-TajacceMHM, a JAPYrol — oT
KIIMHUYECKH 3/10poBoro poautens. HanpoTtus, Hocutenu amneneii B0 u B+ TasiacceMuu UMEIOT YETKO
y3HaBaeMble IeMaToJIOTUYeCKUe (EHOTUIIBI — YMEPEHHYIO aHEMUIO WM OTCYTCTBHE aHEMUH,
MUKpOIIUTAPHBIE TUIIOXPOMHBIE SPUTPOLIMTAPHBIE HHJEKCHI M MOBBINIEHHBbIH ypoBeHb HbA: ¢
YMEpPEHHO NOBbIIIEHHbIM YpoBHeM HbF [7].

JUig yCHemHoro JieyeHusl NalueHTOB ¢ B-TalacceMHel, 3aK/IIOYarolerocss B YCTpaHEHUU
KIIMHUYECKMX MPU3HAKOB 3a00JIeBaHUS, NPUBOASIIMX K PAa3BUTHUIO TSDKEJIOTO COCTOSHUSL H
YIPOKAIOIIUX KU3HU OCIIOKHEHUH, a TAKKE — B YBEJTMUEHUU MTPOJIOJIKUTEILHOCTH KU3HU OOIBHBIX
U yJIy4lIeHUH €€ KauyecTBa, HE0OX0IMMO paHHEe BbIsBIICHUE 3a001€BaHUS.

[lepBuuHast [uarHocTHKa [-TajJacCeMHUM MPOBOJUTCS HAa OCHOBAHUU KIMHUYECKUX JTAHHBIX:
BB-T, momo3peBaeTcst y MIIaJieHIIEB WK J€Ted B Bo3pacTe A0 2-X JET ¢ TSHKEJIOM MUKpOLMTApHOU
aHEMUEH, JIETKOM XKEeNTyX0l 1 renarocruieHomeranueit, a [13-T — y s, ¢ ananorudHsiMu, HO OoJiee
MATKUMH KIMHUYECKUMU TPOSIBIIEHUSAMHU, KOTOpPBIE MPOSIBUIKCH B Oojiee mo3aHeM Bo3pacte. [lpu
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reMaToJIOrH4eCKUX MCCIIEI0BAHUAX Y TaKUX OOJIBHBIX BBISIBISIIOT MUKPOLIUTAPHYIO aHEMHIO: Ma30K
nepudepruyeckoil KpoBu OTpakaeT MOp(hOIOruuecKue N3MEHEHHUsI HIPUTPOLIUTOB C MUKPOLIUTO30M,
TUIIOXPOMHUEN, AHU30LUTO30M, IOMKWJIOLMTO30M U JpUTpoluTaMu ¢ sAnpamu. Hocurenn
neggexTHoro reHa [-TanmacceMuu JIEMOHCTPUPYIOT OTCYTCTBHE 3pUTPOOJACTOB M MeEHee
BBIPAKEHHOE, YeM y 00JIbHBIX cHUkeHHe nokazareneit MCV, MCH u sputpornuros [16].

JlabGoparopHass JUarHOCTHKAa HENEICMOHHOM [-TanmacceMuu 4YacTo OPUEHTUPYETCS Ha
noBeieHue ypoBHs HbA», cocrosiiiero us AByx o- 1 ABYX O-IIPOTOMEPOB. Y MHOTUX HAI[UEHTOB C
pa3IMYHBIMU TUIIAMHU [-TajJlacCEMHHM Takke HaOIIoAaeTcs MOBBILIEHHUE YPOBHSA (ETaTbHOTO
remornoouna (HbF), cocrosiero u3 nByx o- U AByX y-IleNel, OJJHAKO TaHHOE SIBJICHUE 3aBUCUT OT
BapHalvii U3MEHEHUN I'eHETUYECKUX MOCJIEI0BAaTEIbHOCTEN, PACIIONIOKEHHBIX HAa Xpomocome 11, a
TaKXKe B IPYrUX JIOKyCax F€HOMAa U HE MOKET CUMTAThCS TMarHOCTUYECKH onpezenstomumM [16]. Tem
He MeHee, ypoBeHb HbA» noBsimien npu manoit B-ranaccemun (MB-T) u BappupyeT y roMO3UTOT C
B-tanaccemueit (bB-T) u cnoxubix rereposuror (IIB-T). Yposens HbF cocraBaser 92-95% ot
o0miero remMorjioOMHa y rOMO3UIOT ¢ MyTalusMU B oboux amensx rexa f-rmoduna (BB-T),
JEMOHCTPUPYIOLIUX MOJHOE OTCYTCTBHE MPpOoAyKIuH B-mienu riaoduna. Y rereposurot (I1B-T) HbF
coctapisieT 70-90%, a HbA — 10-30% B 3aBUCHMOCTH OT NIEPEMEHHOIN CTETICHU CHI)KCHUSI CUHTE3a
B-rnmodunosoii uemnu [17]. KonuuectBo u Tvn npucytcrByromero Hb onpenensitor kadeCTBEHHBIMU U
KOJIMYECTBEHHBIMH aHaJIN3aMU, IPOBOJUMBIMU C HUCIIOJIb30BAaHUEM TEXHOJIOTMU JIEKTpodope3a Ha
areraTe IEJUTI0N03bl, MHKpoxpomarorpaduu DE-52 unum BeICOKOI(DPEKTUBHOM KUIKOCTHOM
xpomatorpapuu (BOXKX) [18].

B Gonee penkux ciydasx IeIeIMOHHONW B-TajacCeMUU MPOUCXOAUT MOTEPs CaMOoro rexa f3-
rI00MHA WK JIOKyca ero perynsatTopHoi (kontposbHoi) oomactu (LCR). ITorepss LCR nmpuBoaut
OTCYTCTBHIO DOKCIIpECCHUM TIeHa [-rJIoOMHa, JaXe eclIM IOCISAHUNW TPUCYTCTBYET U HMEET
HOPMaJIbHYIO CTPYKTYpY. B MOJ00HBIX cuTyanusax quarHocTuyeckoe nossiieHue ypoBHs HbAo He
perucTpupyercsi, U JAUArHOCTUKA [-TaJacCeMHHM CTaHOBHUTCS 3aTpyAHUTEIbHOW. bBosblinHCTBO
nenenui P-raoOuHaA CBsI3aHbl CO 3HAYUTENBHBIM MNoOBbILIEHHMEM ypoBHS HbF, uto maer wmrou k
IIOCTAaHOBKE JIMarHo3a, OAHaKo eciau ypoBeHb HbF He moBbilieH, CTaHOBUTCS TPYAHO OTJIMYMTH
JENIEIUOHHYO -TaJaCCEMUIO OT O-TaJIACCEMUU U MOJIEKYJIIPHbIE METO/IbI — €JMHCTBEHHBIN CIIOCO0
MIPOBECTH ATO paznuyue [16]

[Tonxoapl K MOJNEKYJISIPHOMY HMCCIIE0BAHUIO MALMEHTOB C MOJ03PEHUEM Ha [3-TalacCeMUI0
MOTYT BKJIIOYaTh LIEJCHANPABICHHbIA aHaIM3 HYKJIEHHOBBIX KHUCJIOT Ha HaJIM4YUE€ H3BECTHBIX
MATOT€HHBIX MYTalUd WIM TECTUPOBAHUE CTPYKTYPHOM LEIOCTHOCTU BCEro reHa [-riiobuHa,
BKJIIOUAsi KOJUPYIOUIYIO U PETYJIATOpHYI0 06acTi. YacTo BeTpeyaronuecss MyTaliuy resa B-riioouHa
O0OHapyKUBAIOTCS C MOMOILBIO TEXHOJIOrHM nosuMepasHoi nenHoi peaxiuu (I1LP). ITockonbky
pacnpocTpaHEHHbIE MMAaTOT€HHbIE MyTallMM OIPaHUYEHBI MOMYJSLMOHHBIMU TPYIIAMU, B MEPBYIO
ouepeslb MOKET ObITh PACCMOTPEH LEJIEBOM aHAIM3 CIEKTpa NATOIC€HHBIX BApPUAHTOB HAa OCHOBE
STHUYECKOIO TMPOUCXOXKJAeHUs OonbHOro. FEciom neneBoil aHanu3 wyranuii, Haubosee
pacnpoCTpaHEHHBIX B MOMYJSLUHU, U3 KOTOPOHM Ipou3olies O0JbHOM, HE MO3BOJISET OOHAPYKUTh
IFeHETUYECKOe W3MEHEHHE, €CJIM MOPaKeHHBIM MaToJIorMed HHIMBUIYYM HE HMEET IPEAKOB C
BBICOKMM PHUCKOM 3a00JIeBaHusl, TO MPOBOJAUTCS UCCIEAOBAHNE aHAIM3a MOCIe10BaTeIbHOCTH T'€Ha
B-rmoOuHa, 4TO OCYIIECTBISETCS HA OCHOBE TEXHOJIOIMH cekBeHupoBaHus [17,18,19].

OcHoBHbIEe IPUHIUIIBI Tepanuy 00JIbHBIX ¢ -TajJacceMueii.

[Tockonpky Manas -TajiacceMus npeacTaBisieT co00il HOCUTEILCTBO 1€()EKTHOTO I'eHa, OHa
OOBIYHO MPOTEKaeT OECCUMNTOMHO U He TpedyeT seueHus. boiplias Tamaccemust JeUUTCA
MEepEeIMBAaHUEM J3PUTPOLIMTOB, OCHOBHOHM IEJIbI0 KOTOPOIO SIBJISIETCSA IOJABJICHHUE SPUTPOUIHOM
OKCIAHCUM, a TaKXKe CMIr4eHHue CHUMIOTOMOB aHEMUU U IOJABJIICHHE BCACHIBAHUS JKEJe3a B
KEIyJAOYHO-KUIIEUHOM Tpakre. [lokazaHusMu K NEpeIMBAaHUIO SBISIOTCS TSDKENas aHeMHs U
3aJiep’KKa pocTa, a TaKKe KIIMHUYECKHe MPU3HAKK THIepIlia3ui KOCTHOTro Mo3ra. LleneBoil ypoBeHb
remMorj001Ha AJsi OOJIBIIMHCTBA CXEM IepesinBaHus coctaniseT ot 9 1o 10 r/nn no Tpancdys3uu u
ot 13 nmo 14 r/nn nocne tpanchysuu [20,1]. OnHako perynisipHble TeMOTpaHC(Py3UH MOIBEPraroT
MAMEHTOB PUCKY TPAaHCPY3MOHHBIX PEAKLMH, a TaKKe BBIPAOOTKU AHTUTEN K SPUTPOLMTAM, UTO
3aTpyIHSAET MOMCK MOJIXOAIIEH TOHOPCKOM KpOBHU JUIsl OCenyomiero nepeiauBanus. Kpome toro,
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y MaIMeHTOB C TSOHKEIbIMU (popMaMu 3a00JIeBaHMsI, 3aBUCSIINX OT TeMOTpaHC(y3Uid, CYIIECTBYET
yrpo3a MOPa)KEHUs! KU3HEHHO BaXKHBIX OPraHOB 3a CYET 3HAYMTENIbHON NEeperpy3kd opraHu3ma
KEJIe30M, KOTOPOE JETIOHUPYETCS B PA3JINYHBIX SHIOKPUHHBIX TKAHAX, HAPEHXUME NIEYEHHU, B TKAHAX
cepaua [21]. JlanHoe ocnokHeHue TpeOyeT NOCTOSIHHOI'O KOHTPOJISl YPOBHS Keje3a y HallMeHTOB U
PETYJISIPHOTO BBEACHHUS CBS3BIBAIOLIUX JKEJIE30 XeNaTupyromux BemiecTB. Hanbosnee HanexHbIM
METOJIOM OLIEHKH IEePErpy3KH jKeJIe30M OCTal0TCs KIMHUYECKUE IPU3HAKU U YPOBEHb (PEpPUTHHA B
CBIBOPOTKE KpoBU. Tepanuto xeraraMu 0ObIYHO HAYMHAIOT MOCJE TOT0, KaK MallMeHThl MOTYYHIN OT
10 no 20 nmepenuBaHWil WM ypOBEHb (EpPpUTHHA B CHIBOPOTKE KpoBu mpesbimiaer 1000 Hr/mi.
[22,23].

OddexTuBHBIM JiIeueHHEeM [-TallacCeMUM OKa3ajach TPAHCIUIAHTALMS CTBOJIOBBIX KIIETOK
KOCTHOTO Mo3ra. [lonoXuTenpHblil pe3ynbTaT onepaud BO MHOTOM 3aBHCHUT OT BO3pacTa OOJIbHBIX
U KayecTBa KIMHUYECKOTo BeJeHus. Haumyunime pe3ynbrarsl JOCTUTAlOTCS Y MOJIOBIX MallUeHTOB,
Yy KOTOPBIX YaCTOTa OTTOP>KEHUS COCTABIISIET OKOJI0 23%, cMepTHOCTb — 7%, a BBKHBaeMocTb — 70%.
TpaHcraHTanusi CTBOJIOBBIX KIJIETOK HMEET pPsii OFPaHUYEHUI, B YHUCIIE KOTOPBIX — HalU4He
COBMECTHMOI'0 JIOHOpA: MPAaKTUYECKH COBMECTHUMBIX JOHOPOB yJaeTcs HalTu meHee yeM uigd 30%
nanueHToB. Kpome Toro, jgedeHue TanacceMuu € MOMOILNBIO MEPEecagKd KOCTHOTO MO3ra MMEET
OTrpaHUYEHHYI0 (PMHAHCOBYIO IOCTYITHOCTD JJIsl OTAENbHBIX KaTeropuil nanueHToB. OIHaKo B LIEJIOM
Tepanusi TajJacCeMHM Ha OCHOBE TPAHCIUIAHTAI[MM CTBOJOBBIX KJETOK SIBJISIETCA MeEHee
JIOPOTOCTOSIIEH, YeM 0OBIYHOE JIEUEHUE, TPOBOIUMOE Ha TIPOTSKEHUU BCer Ku3HU [21].

Ipodunakruka B-rasacceMmuu.

CoBpeMeHHbIE BO3MOXHOCTU JTUArHOCTUKU U YCIEXU JIEYEHHs] TalacCeMUU HEU30€kKHO
MPUBOJAT K POCTY MPOJOJIKUTEIBHOCTU KU3HU OOJIBHBIX U KyMYJISTUBHOMY YBEIMUYEHUIO YHCIIA
MAUEHTOB, HYyXXJaromuxcs B nomouu. OJHAKO POCT MEAUKO-COLMAIbHBIX 3aTpaT Ha BEJCHHE
OJIHOTO TAllMEHTa B COBOKYIHOCTH BCEX COCTOSIIIMX Ha ydeTe OOJIbHBIX [B-TanacceMuel co3aaer
Cepbe3HYI0 (DMHAHCOBYIO HArpy3Ky uid rocynapcrBa. CHIKEHUE JTAHHOW HArpy3kd MOXKET ObITb
JOCTUTHYTO IyTeM J3(QQeKkTuBHON mnpoduminaktuku Ttamaccemuu. [Ipoduiiaktuka TamacceMuu
OCHOBBIBAETCS Ha BBISIBICHUH JIML, TOJIBEPKEHHBIX PUCKY POXKACHUS peOeHKa ¢ 3a0osieBanueM. /o
BHEJIPEHUS B MEIUIMHCKYIO MPAKTUKY BBHICOKOTOYHBIX MOJIEKYJISIPHO-OMOJIOTHYECKUX TEXHOJIOTHM
npoduIaKkTuka JaHHON NaTOJOTUU MPOBOINIIACH TOCPEACTBOM I[€HEAIOTMYECKOT0 aHaIN3a CEMbU U
MIPEIOCTABIICHUS aJIeKBaTHOM MH(OPMALIUK O PUCKE U O BOBMOKHOCTSAX COKpAIIEHMS TAKOTO PUCKA
(BO3, Ucnonmaurensupiii Komurer, EB118/5, 4 mast 2006 1.).

Br160p cooTBeTCTBYIONIEH CTpaTeruu i BBEACHUS MPO(UIAKTUKU -TaJaCCEMHUH 3aBUCUT
OT KOHKPETHBIX YCI0BUNA. CKPUHUHTOBbIE MPOTPaMMBbl, SIBJISIFOIIHMECS JOCTYITHBIM U OIIPAaBIaHHBIM C
MEJUIIMHCKOM ¥  COLIMAJIbHO-D)KOHOMUYECKOM MO3UIMH CHOCOOOM  BBISIBICHUS HOCHUTEJEH
MAaTOJIOTUYECKUX ajuiesieil reHa B-riiobruHa, MOryT ObITh peali30BaHbl B IIMPOKON FaMME CUTYyallUii:
IpU TpEeHATaJIbHOM JTUarHOCTHKE, JUarHOCTHUKE HOBOPOXKJIEHHBIX, B CpEAHEW IIKOJE, Iepen
BCTYIUIEHHEM B Opak WM B JKEHCKMX KOHCyJbTauusx. MH(popMHUpOBaHHbBIE CYyNpYXECKUE Haphbl,
MTOABEPKEHHBIC PUCKY TaJlaCCEMUM, 00paIIaroTCcs 3a JOPOJAOBOM JUATHOCTUKOM reMOTJI00MHOIIATHH.
CrangapTHBIM METOJ JTUAarHOCTHUKU — 3TO B3sATHE NMPOObl BOPCUHOK XopuoHOoB U aHanu3 JHK npu
cpoke 6epemennoctu 10-12 Henens.

C BHeZIpeHHEM B MEIUIIUHCKYIO IPAKTUKY BbICOKOTEXHOJOTUYHBIX MOJIEKYJISPHBIX METOI0B
HCCJIEIOBaHMS CTAJI0 BO3MOYKHBIM BBISIBIISITH 3/J0POBBIX HOCUTENEH B-TanacceMun U HHGOPMUPOBAThH
X O FEHETHYECKOM PHUCKE O TOro, KaK OHU CO3JaAyT ceMbio. B Hacrosiee BpemMsi BO MHOTHX
CTpaHax UMEITCs MpuMepbl 3)(HEKTUBHOTO NMPUMEHEHUSI METOI0B NPOPUIAKTUKY TaJlACCEMUHU Ha
OCHOBE pAa3JIMYHBIX NpOrpamMm CKpuHUHra Hocutened. Hampumep, B I'penmn, na Kwumpe, B
Ncnamckoii PecniyOnuke Wpan u Mtanuu cKpUHUHT Ha TaJacCEMMIO JI0 BCTYIIJICHUS B Opak sIBISETCS
CTaHJApTHOM MpakTuKoil. Tak, B COOTBETCTBUM C TOCYJapCTBEHHOH MOJUTUKOW, JOOpayHBIH
ckpuHuHr Ha CeBepHoM Kumnpe sBisercs o6s3arenbHbiM ¢ 1980 roga; B pesynbrare peanuzalnuu
JAHHOW CKPUHUHIOBOM nporpaMmsbl B peruone ¢ 2001 roga He ObUIO pOXKJIEHO HU OJTHOTO peOeHKa C
TsDKEJIoM Tanaccemueit [24,16].

3aki04yeHue.
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B-Tamaccemus OCTaeTCs OJHOM W3 OCHOBHBIX NMPHYMH T€MOTJIOOMHONATHH, MPUBOJAIIEH K
pPa3BUTHIO 3a00JIEBaHUSI C TSHKEJIBIM TEUEHHEM M CMEPTHOCTH MAIlMEHTOB. XOTS HMCTOPHUYECKHU
00J1aCTh pacpoCTpaHEeHHsI TAHHOM MMaTOJI0TUK ObLTa OrpaHnyeHa peruoHaMu Cpen3eMHOMOPCKOTO
OacceitHa M HEKOTOpbIMU paiioHamu Adpuku, bmmxaero Boctoka, IOro-Boctounoit Asuu, B
HacTosiee BpeMs JIIOJU C W3MEHEHUsMU [-To0MHa >KUBYT MO BceMmy wmupy. [latorenes [-
TaJIaCCEMUU UMEET OIPEACIICHHYI0 IT€HETUYECKYIO0 JETEPMUHUPOBAHHOCTD, B CBS3H C U€M TOYHBIN
JTMAarHO3 MOXET OBITh YCTAHOBJICH TOJBKO HAa OCHOBE MOJICKYJIIPHOTO HCCIICIOBAHUS TAI[MEHTOB,
BKJIIOYAsl IIEJICHANPABJICHHBIA aHAJM3 HYKICWHOBBIX KHCJIOT Ha HaJW4HWe TOMYJISIIIHOHHO-
ACCOIIMMUPOBAHHBIX MYTallMi WJIM TECTUPOBAHHUE CTPYKTYPHOU IIEJTOCTHOCTH BCETO reHa -riaoOuHa.
Mertompl, poKycHUpyIOIITHECS Ha MYTaIMSIX, KOTOPBIE YaCTO BCTPEUYAIOTCS B TOM WJIM MHOM PETHOHE,
MO3BOJIAIOT ~ MPOBOJAUTH  OTHOCHUTEIBHO HEIOPOTMe JMArHOCTUYECKHE U CKPUHUHTOBBIC
uccnenaoBanus. OMHAKO B KIMHAYECKOW MPAKTUKE BCETJa HEOOXOIUMO YYUTHIBATH BO3MOXKHOCTH
BIIUSHUS JAPYTHX, Oojiee peAKuX MyTamuil. Takue MyTalu, Kak MpPaBWIO WMEIOT TPUBS3KY K
pPErHOHAIBHBIM TOMYJISIMOHHBIM TPYTMIaM, YTO TPeOyeT MX BBISBICHUS U Pa3pabOTKH METOJIOB
MOJICKYJISIPHON JTUATHOCTUKH JJIS TOMYJIAIHMI, B KOTOPBIX OHHU MPUCYTCTBYIOT.
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