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B cmamve npeocmasnenvi pesynomameot obcnredosarnus 110 nayuenmos (57 myscuun, 53 socenwyunsl, 6 ospacme om 2 do 58 nem)
€ MUKPOYUMAPHBIMU 2UNOXPOMHBIMU anemusimu. Mcnonvsosannvlii HAOOp 1aO60pAmopHulX MApKkepos, GKIIOUAIOWUL 2eMAmoo-
euueckue napamempwl (MCV, unoexc Menyepa), buoxumuueckue (coleopomoyroe dicenes3o, heppumun), Oanuvle sekmpogopesa
(Hb A2, Hb F) u monexkynisipHo-ceHemu4eckoeo anaiuza (Mymayuu 6ema-enioouHo8020 eena) no3eonunu 6blasums U 00Ka3amy
Hocumenvbcmeo manaccemuu y 70 uz 110 nayuenmog ¢ mukpoyumapHeimu anemusmu. IIpeodnosicentlii HAbOp MaApKepo8 MONCHO
UCNONB3068AMb 8 CKPUHUHZOBLIX NPOSPAMMAX U 015 OUPDpepeHyuanrbHol OUaZHOCMUKU Hocumenet 6ema-maniaccemuu u nayueH-
moe ¢ acenezodedpuyumnoil anemueil (FKIA).
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TEMATONOINA

The article presents the results of examination of 110 patients (57 males and 53 females aged from 2 to 58 years) with microcytic
hypochromic anemia. The kit of laboratory markers comprised hematological parameters (MCV, Metzer Index), biochemical (se-
rum iron, ferritin), electrophoresis data (Hb, A2, Hb F) and molecular genetic analysis data (mutations of beta-globin gene). The
application of this kit permitted to detected and to prove carriage of thalassemia wm 70 out of 110 patients with microcytic anemia.
The proposed markers' kit can be applied in screening programs and in differential diagnostic of agents of beta-thalassemia and
patients with iron-deficiency anemia.
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Bera-ranaccemust — MIMPOKO pacpoOCTpaHEHHOE Hacie[-
CTBEHHOE HapylleHue CuHTe3a remornobuna [1, 2]. Ilo man-
weiMm BO3, oxomo 1,5% wnaceneHust 3emid — HOCHTEIU Oera-
[JIOOMHOBOTO T€HA, CKETOAHO pokaaercs He MeHee 40 000 mereit
¢ cunapomoM Tanaccemuu [3]. Tajmaccemust MIMPOKO pacrpo-
CTpaHEHa B pailoHe TaK Ha3bIBAEMOI0 MAJIIPUIHOIO Iosica: B
Gacceiine CpenusemHoro mMopsi, biimkaem Bocroke, 3akaBkasbe,
crpanax Oro-Bocrounoit u Cpenneit Azun [4, 5]. AKTHBHbIC
MUTPALMOHHBIE MPOLECCHI MIPUBEIH K PACIPOCTPAHEHHUIO HOCH-
TEeJILCTBA OeTa-IITOOMHOBOTO TeHA 110 BCEMY MHPY, B TOM UHCIIE U
B Poccun, mpenMymiecTBEHHO 3a CUEeT YCHICHUS] MUTPAIIHOHHBIX
noTOKOB U3 AsepOaiigkana, ['py3uu, Y3oekucrana u Tamxuku-
CTaHa, TJIe TajJacceMus BcTpedaeTcst Hanbomee yacto [6, 7].

T'omosurotHast popma OeTa-TanacceMuu OCTACTCS TSIKEIBIM
3aboneBaHueM. JleueHre TanacceMuu 1 OCIIOKHEHUH, CBI3aHHBIX
¢ 3a00JIeBaHIEM U €T0 Tepanueil, TpedyeT pecypcHoro odecrneue-
HUSl — KaK MEIMIMHCKOTO, TaK ¥ (puHaHcoBOro. OnpeeseHHbIe
TPYAHOCTH MCTBITHIBAIOT KIMHULIUCTHI IPU IUArHOCTHKE MAJIBIX
(bopM, CONPOBOKIAFOLIUXCS YMEPEHHOW MUKPOLUTAPHON THITO-
XpOMHOU aHeMuel. BhIsBIeHNE MAlMEeHTOB ¢ MaJILIMU ()OpMaMU
Oera-TamacceMur — BayKHAs 3a/1a4a, C TOYKH 3pEHUS MPOQHIIaK-
TUKH POXKAEHHS JeTel, TOMO3HIOTHBIX 110 aHOMAaJIbHBIM IJI00U-
HOBBIM TeHaM. [/laHHas mpoOieMa BO MHOTHX CTpaHax periaeTcs
C IIOMOIIBIO Pa3IMYHbIX CKPUHUHTOBBIX IIPOrpaMM, OCHOBAHHBIX
Ha J1ab0paTOpHOM 00CJIe/IOBAaHUHU MAIEHTOB IPYII PHCKa C Iie-
JIbK0 OOHAPY)KEHHS HOCUTENIeH OeTa-ro0MHOBOrO reHa [8, 9].

B Poccuu 31oii po6iaeme 10 HACTOALIEr0 BpEMEHU He yes-
JIM JOJDKHOTO BHMMAHUS, YTO CO3/aeT TPYAHOCTH B AubdepeH-
LUaJbHON THAarHOCTHKE MUKPOLUTAPHBIX TUTIOXPOMHBIX aHEMUH
U B psifie CIIy4aeB BeJeT K HEBEpPHOH TaKTHKE TePAIHH ITallUeHTOB
¢ MalbIMH (popmMaMu TaslacceMuii.

enp pabotel — pa3paboTka 1a00pPATOPHBIX KPUTEPHEB LIS
BBISIBJICHHSI HOCHTEIIEH TaJacCeMHUH B IPYIIIE IMAl[MEHTOB C MU-
KPOILMTAPHBIMUA aHEMHUSMH.

Mamepuan u memoowi. B uccnenoBanne ObUIM BKITIOUEHBI
110 manueHToB pa3iuYHbIX BO3PACTHBIX rpymil (57 MyxuuH, 53
JKEHIIMHBI, B Bo3pacTe oT 2 a0 58 mer, 16,4+1,2, mennana 12,5
JIET), HaImpaBJICHHBIX Ha O0cjeqoBaHHE W JieueHue B JleTckuit
KOHCYJIBTaTUBHO-AHAarHocTHUeckuil nentp u Poccuiickuit HUU
remaroyioruu u Tpancysuonoruu B Cankr-IlerepOypre ¢ npen-
BapUTENbHBIM JUarHo3oM «Mukpouutapsas (MCV < 80 ¢u) ru-
noxpomHast (MCH < 27 nir) anemust ¢ Hb > 90 r/m».

Bce nmanmentsr nocrosiHHo npoxuBanu B Cankr-IlerepOypre,
MIMEJH Pa3INYHbIA HAMOHAIBHBIN cocTaB: 40% COCTaBHIIM Maly-
eHThl U3 azepOailmkanckux cemeil; 33,8% — u3 pycckux cemeid,
KOTOpBIE (C MX CJIOB) HE UMENU HU KaBKa3CKUX, HU CPEAU3EMHO-
Mopckux kopHen; 11,3% — Gonrapel, KUNIPUOTHI; 8,7% — narecTaH-
b1, 6,2% — MAIMEeHTH! U3 CMEIIAHHBIX ceMel (OIUH U3 POJUTeNeh
pycckuii, apyroii — Beixozel ¢ KaBkasa win Cpean3eMHOMOPDS).
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HWcnonp3oBanu cieayromue napameTpsl: 1) sapurpouuTapHbie
(Sysmex XT-4000i, SInonusi) n unaekc Menuepa (RBC/Hb); 2)
ceiBOpoTouHOE *kese30 u (pepputut (Cobas 6000, Roche, I11Beii-
napus); 3) ¢pakuuu reMorioouHa (M3031eKTPOPOKYCHpPOBAHUE
(5®d) Ha arapose, cucrema st snekrpodopesza SAS1 u SAS2
HelenaBioSciences, BenukoOpuranus). Vcrnons3oBanu «oTpes-
HbIe» 3HadeHus (cutoff), pexoMeHIOBaHHBIE MPOU3BOIUTEIEM:
Hb A2 > 3,7%, HbF > 2%; 4) mytauuu Geta-rinoOWHOBOTO Te-
Ha (MeTon oOpaTHON THOpUAM3ALNU MPOLYKTOB MYJIBTHILIEKC-
TP ¢ onMMroHYKJICOTUIHBIMH 30HIAMHU, (PUKCUPOBAHHBIMH Ha
crpunax, Tect-cucrtema [-Globin StripAssay Kit, ViennaLab
Diagnostics, ABcTpust).

MarepuanaoM IJIsl UCCIEJOBaHUS CIy)KHJIa BEHO3HAsI KPOBb.
Jns  TeMaToNornvecKkoro HCcleqoBaHus, dnekTpodope3a H
MOJICKYJISIPHO-TeHETHYECKOT0 aHalIu3a KPOBb COOMpANU B IMPO-
Oupkn ¢ K.9JITA B kadecTBe aHTHKOATYIISHTA, JUIsl TIOTY4CHHUS
CBIBOPOTKH — B TIPOOMPKH C aKTHBAaTOPOM cBepThiBaHMA (Vacu-
ette, GreinerBio-One, ABCTpus).

CrarucTHyeckyio 00pabOTKy pe3ysbTaToB MPOBOIUIM C HC-
noJib30BaHueM Tporpammbl Statistica for Windows, 6.0. Pazimu-
YUsl CIUTATHN 3HaUUMbIMH TIpH p < 0,05. AHanUTHYECKHE XapaK-
TEPUCTUKH TECTOB MPOAHAIU3UPOBAIH ¢ Hcnoyb3oBanneM ROC-
ananu3a (mporpamMa MedCalc Software, Belgium).

Pesynomamet. 1o pe3ynbratam snekTpodopesa, rmokasarenei
oOMeHa skelne3a u nHaekca Mennepa (tabin. 1, 2 u 3) manueHTsl
ObUTH pa3JielieHbI Ha JBE IPYNIbL. B ocHOBHYO rpyriny Bomwiu 70
nanueHToB (37 MyX4uH, 33 XKEHIIUHBI, BO3pacT oT 2 10 58 Jer,
14,5£1,5, menuana 9 jer) ¢ manoii Gopmoii Oera-TamacceMum.
I'pynmy cpaBaenust o6paszoBanu 40 nanuentos ¢ KA (17 myx-
4yuH, 23 JKEHIUHBI, BO3pacT OT 2 10 54 net, 16,3£2,15, meauana
13,5 ner).

Kak cireryer u3 npencraBieHHBIX B Ta0M. 1 JTaHHBIX, B OCHOB-
HOH TpyIie KOJTUYEeCTBO IPUTPOLUTOB OBLIO TOCTOBEPHO BBIIIE,
4yeM B rpymne cpasHeHus (p < 0,05), Torna xak 3HaueHMs mapa-
meTpoB MCV u MCH 0wt Hike (p < 0,05). Paznuuust no mo-
kazarersiMm MCHC u RDW 6bumn HeoctoBepabiMu (p > 0,05).
CpaBHEHHE aHATUTHYECKUX XapaKTEPUCTUK OCHOBHBIX 3PHUTPO-
LUTAPHBIX TIapaMeTpoB u uHIekca Menuepa (M) mis audde-
PCHLHAILHOW JMArHOCTHKH Majoi (opMbl OeTa-TanacceMuil U
KA moxasano, 4To HamOOJIbIIEH YyBCTBHTEIBHOCTHIO OOIa-
naet napamerp MCV, a cnenu$puuHOCTbI0 — HHIEKC MeHuepa.
3naueHne LR(+) — criocOOHOCTH MONOKUTENBLHBIX PE3yJIbTaTOB
9THX TECTOB PACIIO3HABATh HAJM4YHE 3a00JIeBaHMs — PACIICHHBA-
Jach KaK «OTIWYHAs s uHAekca Mennepa = 34. BenuunHa
oTHouIeHus npasaonoaooust LR(-) mo3Bonuiia pacrtonoxkuTh uc-
ClielyeMble TECTHI 10 CIOCOOHOCTH OTPHLATEILHOTO Pe3ysibTara
pacno3HaBaTh OTCYTCTBHE 3a00JIeBaHHMS M PACIEHHBANIACh Kak
ommyHas st MCV = 0,03 (Taba. 2).

ITockonbKy B 00CIeIOBaHHBIX HAMHU TPYIIAX MPUCYTCTBO-
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Tabmuma 1

JpuTpoUMTAPHbIE TAPAMETPHI Y MAIHEHTOB OCHOBHOM M IPYNIbI
CpaBHeHHUs

HEMATOLOGY

TaGnuuma 3

KonuenTpanusi cbIBOPOTOYHOIO 3KeJie3a H ()epPUTHHA Y MAIMEHTOB
OCHOBHOIi ¥ IPYNIbI CPABHEHHS

ITapameTpst OcHoBHas rpynmna | I'pynma cpaBHeHUS p ITapameTpst OcHoBHas rpynna | [pynmna cpaBHeHUS p
(n="10) (n=40) (n="10) (n = 40)
Hb, r/n 110+12 1069 >0,05 Kene3o, MKMOJIB/JT 17,8+5,2 7,4+3,6 <0,05
RBC, x10%/n 5,7£0,6 4,7+0,5 <0,05 DeppuTHH, HI/MIT 40,2+23.6 6,4+4,1 <0,05
MCYV, dna 58,945,6 70,8+4,7 <0,05
Tab 4
MCH, nr 19.4+1,9 22,9424 <0,05 abamna
MyTanuu, BoisiBiIeHHbIe B 00pa3uax JHK, BbIie1eHHBIX 13 KPOBU
MCHC, r/n 329+11 324+26 >0,05 MAIHEHTOB OCHOBHOM IPYIIBI
RDW, % 17,342,1 16,8+2,2 > 0,05 Myranus ‘ Tun Tanaccemun ‘ Yacrora, %
Codon 8 (-AA) §{0] 36
BaJIM MAIMECHTHI ¢ IeQUIIUTOM JKelie3a, ONpeesiii KOHIICHTpa- IVS 1.110 (G > A) B+ 26
L0 CBIBOPOTOYHOTO skene3a u pepputuna (tadn. 3). Konuen- Codon 5 (-CT) 80 7
Tpauusi ChIBOPOTOYHOTO KeJe3a OKa3ayiach JIOCTOBEPHO HHKE
y nanuentos ¢ XKJIA (7,943,7 mxmons/11, p < 0,01) u ocrasa- IVS2.1(G>A) po 6
Jach B mpejeniax peepeHTHbIX 3HAYCHUH y MAlMEHTOB C Ma- VS 2.745 (C > G) B+ 5
noit 6era-ramaccemueit (17,945,7 mxmous/n). B To e Bpems y |
11,5% manneHTOB OCHOBHOM I'PYMIIBI JaHHBIH MOKa3aTelb TaK- V8 1.5(G>C) B+ 3
JKe oKazascsi cHkeH. KoHneHnTpanus GpeppuTHHa B CBIBOPOTKE IVS 1.6 (T>C) B+ 6
KPOBH Yy JIMII TPYIIIBI CPABHEHUS Oblja TAaK)Ke JOCTOBEPHO HH- IVS 1.1 (G > A) ) 4
ke (7,1£0,6 ur/mi, p <0,01), 4TO CBHAETEIBCTBOBAJIO B MOJIB3Y
- _ Codon 8/9 §{0] 3
KA, B TO BpeMs KaKk y NalMEHTOB OCHOBHOM I'PYTIIIBI OHA Ha
XO/IMJIach B Ipezesiax HOpMblI (42,2423 Hr/mi), u nuib y 2,7% -101 (C>T) B+ 1
ObLJIa CHUKEHA.
o MyTanus He BBIsSIBICHA — 1
YV nanueHToB OCHOBHOM IPYNIIBI IMATHO3 «TAIACCEMMUsD» TTOJI-
TBepK AU ¢ ToMolbio MDD (Hb A2 > 3,7% u/umu Hb F > 2%): Bceero... 100

coaepkanre Hb A2 konebanock ot 4 1o 7,9%, menuana — 5,1%;
Hb F — ot 7 no 12%, meanana — 9,9%). B rpymnme cpaBHEeHHS IpH
pa3JIeneHny (ppaKIuii reMOrIOONHA MOTyYeHbI CICTYIOIINE TaH-
Hble: conepkanue Hb A xonebanocs B npenenax ot 97 mo 98%,
Hb A2 — ot 1,7 1o 3,5% (meauana 2,4%).

J11st TOATBEPIKICHUST HOCUTEINILCTBA OeTa-TasacCeMUH ITPOBe-
JIeH MOJIEKYJISIpHO-TeHeTHUeCKUi ananus (Tadi. 4).

Kak cnenyer u3 Tadn. 4, Ha nomo ayx myranuid (Codon 8
(-AA) u IVS 1.110 (G > A)) npuxoautcst 62%, ocTaabHbIE 8 My-
Tauuil oOHapyskeHbl Y 37% OonbHbIX. ¥ | DalueHTa ¢ UCIOb30-
BaHUEM ZlaHHOﬁ TCCT-CUCTCMBI MyTallvs HE 6]>Iﬂa BBISIBJICHA.

Obcyscoenue. B mocnenHue rojbl HOCHUTEIBCTBO OeTa-
tanacceMun B PoccuM CymIECTBEHHO BO3POCIO M TPO3UT
HPEBPATUTECS B CEPHE3HYIO MPOOIEMYy IS 3pPaBOOXPAHCHHUS
BCJICACTBHEC I/IHTGHCI/I(I)I/IKB.HI/IH MUT'PAIITMOHHBIX IIOTOKOB,
YBEIMYEHHUS O HOCHTENeH W POXICHUS TOMO3HTOTHOTO
motomctaa [10].

B cBoe Bpemsi NpH3HAHUE BAKHOCTU JaHHOW MPOOJIEMBI B
CIIA u EBporie noBbICHIIO 00€CIIOKOCHHOCTh OPTraHOB 3/IpaBo-
OXpaHeHus, KOTopble B Koorepanuu ¢ BO3 npennpuHsim psix
BOKHBIX [IArOB B pealM3allid CICAYIOUIMX HarpaBieHui: 1)
cO0Op W aHaNM3 3MUAEMHUoIOrnYeckoi nHdpopmanuu; 2) paspa-
00TKa CTaHIAPTOB M PYKOBOJCTB JJIsl MPOBEACHUs Jaboparop-

TaGnuma 2
AHAIMTHYECKHE XaPAaKTEPUCTHKU OCHOBHBIX IPUTPOIMTAPHBIX MIAPaMeTPOB

" HHJCKCA Meﬂuepa AJIs1 pasaeJIieHUsl NalUEeHTOB HA IPyIbI

HBIX HMCCIICAOBaHMH; 3) BBITYCK HAIMOHAIBHBIX PYKOBOJCTB IO
JICYCHHIO TajlacCeMuH; 4) co3aHue 00yJaroInuX MporpamMm s
MEIUIUHCKUX PAOOTHUKOB, OOJNILHBIX, UX POIHUTENECH U COOOIIe-
ctBa B 1enoM [11].

B paMkax JaHHBIX MPOTrpaMM Ha J1a0OPaTOpHI0 OBUIO BO3-
JIOKEHO BBITIOJTHEHHE KOMILIEKCA METOOB Pa3IMYHOM CIIOXK-
HOCTH, KOTOpBIE BKJIIOYAIM TE€MATOJOIMYECKUe, OHOXMMHUE-
CKHE, MOJIEKYJIsIpHO-TeHeTHYecKue. CylecTBEeHHbIX Pa3Iudyuii B
CTPYKType MporpamMM He HaOIOaiH, OTACIbHBIC JeTann ObLIH
00yCIIOBIICHBI TOMYJISIIIMOHHBIM U STHHYECKUM COCTaBOM OIpeie-
JICHHOTO PErHoHa U 4aCTOTOH HOCHUTENICTBA OETa-II0OMHOBOTO
reHa. He nmocieaHow poib urpaiu U (PUHAHCOBBIC BO3MOXKHOCTH
cucTtemsl 3apaBooxpanenus [10, 11].

B peruonax ¢ BBICOKOI pacnpoCTpaHEHHOCTBIO Tajacce-
MHUH B CKPUHHHTOBBIX MPOTpaMMax Ha |-M 3Tame mpeamnoyre-
HHUE OTJABaJIM AOCTYIIHBIM JIAOOPATOPHBIM METOJaM U PacueTy
SPUTPOIUTAPHBIX HHJACKCOB [12—14]. HenaBHue nyOiukamuu
MOKAa3aJM, YTO UHTePeC K HUM He ociadeBaeT, UX MPOaoIIKa-
0T UCIIOJIB30BaTh, OJHAKO BEAYT M IMOUCK HOBBIX MHACKCOB U
ux couetanuil [15-17]. B pernonax ¢ HH3KOH pacmpocTpa-
HEHHOCTHIO 0eTa-TIOOMHOBOTO TI'eHa CKPUHHUHT HAYWHAIOT,
Kak MpaBUJIO, C BBIABICHHUS TPYIIbI MPEINOIaracMbIX
HOCHUTENEH myTeM c0opa ceMeifHOro aHaMHe3a U OIICHKHU
KIMHAYECKOW KapTUHBI, XOTS JAJeKO HE BCErAa Malble
(hopMBI TaracceMUU UMEIOT BBHIPAKCHHBIC KIIMHUYECKHUE

nposiBiieHus [8, 18].

Uupexcesr | [Tnomans Or- YysctBu- | Crenu- OTHoIEHHE
- pe3HBIe | TeNb- | PHHHOCTS, | MPABIOTIONO- Jist ONTBEPIKACHMS TAIACCEMHUH Y TALMCHTOB IPYIII
KPUBOii | 3HAMEHWS | HOCTD, % 6uit (LR) PHCKA UCIONB3YIOT Pa3JInuHbIe METOIBI pasneiacHus (hpax-
(AUC) | (cutoff) % Uil reMoriodonHa: anekTpodopes Ha HOCUTENAX (arerar-

+LR | -LR
LEJITIONI03€, arapose), u3oanekrpopokycuposanue (UDD),
MCYV, ¢n 0,935 65,0 97.5 82,5 5,57 0,03 <0,01| xanummuspusii snexrpodopes (KI), BEICOKOIPDHEKTUBHYIO
MCH,or 0,882 20,1 90 77,5 4 0,13 <001 | *XumkoctHyto xpomarorpaduio (BOXX) [19-21]. Paspa-
- 00TKa MOJHOCTHIO ABTOMATU3UPOBAHHBIX CHCTEM Ha OCHOBE
MurexeM 0,951 1,4 8 97,5 34 015 <001 | poe, KD u BRXKX nossommina mupe HCMONb30BaTh HX B
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TEMATONOINA

nabopaTopusx, 3aMEHUB MeHee HH()OPMATUBHEIH d1eKTpodopes
Ha aleTaTIeUIION03HOH MeMOpaHe B KayeCTBE CKPHHHUHIOBO-
ro metoza nepsoro panga [19]. C ux nmomornipio yraercst IpoBo-
JIITH KOJMYECTBEHHYIO OIIEHKY BApHAHTOB T€MOIVIOOWHA, B TOM
umcie u ppakuuu A, ans B-ramaccemun. Beibop metomonoruu
1 000pyIOBaHUS JUKTYETCsl 00beMOM paboueil Harpy3Ku, TUIIOM
HCCIIEAYEeMOro Marepuaia (KHIKas KPOBb WM «CyXasl Karuis),
YyBCTBUTEIHFHOCTBIO U CHIEHU(PHIHOCTHIO METOJA, CTOUMOCTBIO
annaparypbl ¥ HaJluuueM KBaau(uIUpoBaHHBIX Kajapos [8, 10,
12]. Bo MHOTHX PyKOBOACTBAX C LI€JIbI0O MUHUMU3UPOBaHHUs OILIHU-
OOK PEeKOMEHIYIOT HCIONB30BaTh HE MEHee JBYX TEXHOJOTHH,
OCHOBAaHHBIX Ha pa3HbIX aHATUTHYECKUX NpUHIMIAX. B yacTHO-
CcTH, Uit GoJIee HAEKHOTO Onpeeenus ppakuuu A, B METOHU-
YeCcKHX yKa3aHHMsAX BpHTaHCKOro KoMuTeTa Mo CTaHAApTH3ALUH
B remaroniorun (BCSH) pexomennyror couerar MDD u BOXX
[8]. CoBeprieHcTBOBaHKE CHCTEM pasJelieHHs FeMOINIOOMHA Ha
ocHoBe KD crnocoOcTBOBana pocty ero Mmomy/spHOCTH B Kaue-
CTBE OCHOBHOT'O METO/Ia B IEPBYIO OUYEPE/Ib B €BPONEHUCKHIX CTpa-
Hax (PpaHuus) ¥ TO3BOIMIO YTOUHUTH pedepeHCHbIC 3HAYCHHS
[22, 23].

B CIIA wu psge eBponeiickux crtpan (BenukoOpuranus,
I'epmannst) it MaeHTH(OUKAIUHE BapUAHTOB reMOIIOOMHA B T10-
CJIEZIHHE TOJIbI ITUPOKO UCTIONB3YIOT METOJI MACC-CIIEKTPOMETPUH
[24]. HecMoTps Ha BBICOKYIO pa3pellaroilyto CriocoOHOCTh, Me-
TOZ HE TO3BOJISIET BBISIBIATH BECHh CIIEKTP 3HAUYMMBIX BApHAHTOB
reMonioOrHa (B TOM YHCIIe U JOCTaTOYHO PacIpOCTPaHEHHBIX —
HbD u C). B cBsi3u ¢ 3THM OH HE CIIOCOOEH MOJIHOCTHIO 3aMEHUTH
anektpodopes u BOXX [25].

Pemaronium apryMeHTOM [UIsl TOATBEP>KACHHUS HOCHTEIBCTBA
TaJacCeMHH OCTAeTCs BBIABICHHE TaJacCEMHUYECKUX MyTalui
[26]. K HacTosiiemy BpemeHu u3BecTHO He MeHee 200 myTanuid
JIAaHHOTO T€HA, U ATOT CIIUCOK MOCTOSTHHO MoToHseTes [27].

B03MOXXHOCTH HAaIlpaBIEHHOTO ITOWCKA MyTalUid Croco0-
CTBYET HaJM4HE JIAaHHBIX O PACIPOCTPAHEHHOCTH TEX WJIM MHBIX
MOJICKYJISIPHBIX 1e(EKTOB OeTa-IIIoOMHOBOTO I'eHa B ONPEAEIeH-
HBIX peTHOHaX. B cTpaHax ¢ BEICOKAM pacrpoCTpaHeHNEeM Tajac-
CEeMHH CHEKTP MyTalMid B 1eJIOM U3y4eH. J{J1si HEKOTOPbIX CTpaH
(AzepOaiimxkan, Tajxukucran u KuTail) XapakTepeH 10CTaTO4uHO
IIMPOKKUK HaOOp TalacceMuyeckux mMyrtanuit [28, 29]. B npyrux
crpanax (Kunp, I'penus, Utanust) y momaBisitoniero OONbIINH-
CTBa HacelleHus BcTpeyaercs 2—3 myTauuu [30].

B Tex cTpanax, rae pacnpocTpaHEHHE TalacCeMUH CBSI3aHO
B TEPBYIO ouepens ¢ MurpanuoHHeiMu mporeccamu (Poccus,
cTpanbl Boctounoit u 3amagnoit EBpormsl), monck Hambosnee ya-
CTO BCTPEUAIOIIUXCS TAIACCEMUYECKUX MYTAIUI MPOIOIHKACTCS
[6,31].

B cBsi3u ¢ yBeMUEHHEM JI0JIM HOCUTECH OeTa-TanacceMuu B
Poccuu 1 HEOCTAaTOYHBIM 3HAKOMCTBOM IPAKTUKYIOIIUX Bpauei
C JaHHOW mHpoOieMoi, mosBmIach MOTPEOHOCTb B pa3padoTKe
HOBBIX J1a0OpaTOPHBIX MOAXOAOB K BBISABICHUIO MAlMEHTOB C
JTAaHHOM MATOJOTHEN.

[lony4yennsle HamMu npaHHble (cM. TaOn. 1-4) no3BOIMIM
NpPEATIOKUTh HA0Op J1TaOOPATOPHBIX MApPKEPOB, MPUTOAHBIX IS
WCTIONIB30BAHUS, B TOM YHCIIE U B CKPHHUHTOBBIX MPOrpaMMax,
U pa3paboTaTh JUATHOCTUYECKUH aJrOPUTM, BKITFOYAIOIINHA
HECKOJIBKO 3TaloB.

[TepBBIii dTam — BBISBICHUE HOCHTENCH OeTa-TalacceMuu
B TpYIIIIEe MalHeHTOB C MUKPOIUTAPHOW aHEMHEW Ha OCHOBE
spurpountapaoro napamerpa MCV, unnekca Menuepa (M) u
nokaszareneii ooOmMeHa xenesa. McnonszoBanne MCV (<65 ¢m)
B coueTaHuu ¢ wHIAeKcoM M (<11,5) mo3BOJNIUIIO BBISIBUTH U3
70 mauneHTOB 66 (94,3%), Y KOTOPBIX IWAarHo3 “mainas ¢popma
Gera-TajacceMun” ObLI MOATBEPXKJEH Ha MOCIENYIOIINX dTa-
nax. Y ocraBmuxcs 4 manueHToB U3 3Tod rpynmsl (5,7%) Ha
¢one mukponuroza MCV < 80 ¢n u ungekca M > 11,5 koH-
LEeHTpanus xeje3a U (GeppuTHHA B CHIBOPOTKE HAXOAWIHCH B
npeznenax peepeHTHbIX 3HaYEHUI, UTO HE MO3BOIMIO UCKIIIO-
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YUTh UX W3 TPYIIBI PUCKA JIUI] C MOAO3PCHUEM Ha HOCHUTEIb-
CTBO TaJIaCCEMUM.

VYV 11,5% OoNbHBIX C TOATBEPXKICHHON TanacceMuel Ha-
OJroaNy CHWDKEHWE KOHIEHTPAIUHM CHIBOPOTOYHOTO JKene3a U
(deppuTrHa. DTO yKa3bIBaeT HA BO3MOXKHOCTb COYETAHHUS TeMO-
rnobunonaruu u KA, ocoOeHHO y aeTeil Miiaanieil BO3pacTHOM
rpynmnsl. [Ipu 3TOM HEOOXOAMMO YUHUTHIBATH, YTO B CIydasx Ts-
JKEIIOM JKeNe30/IePUIMTHON aHEMHUH y TIAIIMEHTOB C TaJlaCCeMUEH
ypoBeHb Hb A2 MOKeT ObITh CHIDKEH (CHIXKEHHE HHOT/A JOCTH-
raet 0,5%) [32].

BTtopoii sTan — moaTBeprkeHNe auarHos3a ‘‘ramaccemMus y
BBISBJIICHHBIX Ha IMEPBOM JTale MAalHEeHTOB C HCIOJIb30BAaHUEM
NDD. Ero pe3ynbrarhl MO3BOIIIN TOATBEPAUTh Hamn4ue Oera-
tanaccemun y 68 (97,1%) u3 70 4enoBek, y KOTOPBIX OHA BbI-
sIBJIEHa paHee.

Tpetnit sTam — BbISIBICHHE MyTaliK OeTa-NIOOWHOBOTO reHa
JUISL OKOHYATENbHOTO MOATBEPIKCHHSI HOCUTEIbCTBA TAJIACCEMUU.

BBuny HemocTaToqHO# M3yUYEHHOCTH CIEKTpa TajJacCeMu-
YeCKUX MYTAllMi B pa3IUYHBIX peruoHax Poccuu Mbl ocTaHo-
BUJIM BBIOOp Ha TECT-CHCTEME, KOTOpas MO3BOJISET OJHOBpE-
MEHHO OXBAaTUTh 22 MyTauuu 0eTa-IJI0OOMHOBOrO IeHa, Xapak-
TepHbIX Jis peruona Cpeauzemuomopsbs (Med): — 101 (C>T);
— 87 (C>G);—30 (T >A); Codon 5 (-CT); Codon 6 (G > A)
HbC; Codon 6 (A > T) HbS; Codon 6 (-A); Codon 8 (-AA);
Codon 8/9 (+G); Codon 15 (TGG > TGA); Codon 27 (G > T);
IVS1-1 (G > A); IVS1-5 (G > C); IVS1-6 (T > C); IVS1-110
(G > A); IVS1-116 (T > G); IVS1-130 (G > C); Codon 39 (C
> T); Codon 44 (-C); IVS2-1 (G > A); IVS2-745 (C > G);
IVS2-848 (C > A).

Hanmuue myrtanuu Oera-rIIOOMHOBOTO I'eHa B OCHOBHOM
rpynmne 0b110 BbLABIEHO Y 69 (98,6%) nanuentos u3 70. Bee-
ro oOHapyxeHo 10 BapHaHTOB TallaCCEMHYECKUX MYTaIlHii.
Cpemun uux: Codon 8 (-AA) — 38% (3anmmMaer l-e MecTo 1O
yactore B AszepOaiipkane) u IVS 1.110 (G > A) — 27% (nau-
Oosee vacrast mytauus y HaponoB CpeauzeMHOMOpbs) [28,
29]. Ocranpubie myTanuu: Codon 5 (-CT), IVS 2.1 (G > A),
IVS 2.745 (C > G), IVS 1.5 (G > C), IVS 1.6 (T > C), IVS
1.1 (G>A), Codon 8/9 u -101 (C > T) — ob6Hapyxensl y 37%
NaLUEeHTOB.

3akarouenue. Takum 00pa3oM, UCIONB30BAaHHBI HAMH KOM-
TUIEKCHBIN MOAX0]I, BKIIIOYAIONIHN YIeT TeMaToJIOrHIeCKUX, OHOo-
XUMHUYECKHX JTAOOPATOPHBIX MapKEePOB, PE3yIbTAThI IEKTPOdO-
pe3a ¥ MOJIeKYISIPHO-TEeHETHUECKOTO aHAIM3a, IO3BOJIMII YCTaHO-
BUTH HOCUTENBCTBO OeTa-TanacceMur y 70 MalHEHTOB B IPyIITe
MUKPOLUTAPHBIX aHEMHH.

KonduukT unTEpecoB. Asmopul 3aa67410m 06 Omcymcmesui
KOHGQIUKMA unmepecos.

duHuHCcHpOBaHue. Hcciedosanue He UMeNo CNOHCOPCKOU
n000epPIHCKU.
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