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XULOSA

Dolzarbligi. p-talassemiya eng keng targalgan
monogen kasalliklardan biri bo‘lib, O ‘rta dengizdan
Janubi-Sharqiy Osiyogacha cho ‘zilgan «talassemiya
kamari» bilan bog lanadi. Migratsiva va skrining
dasturlarining kengayishi natijasida kasallik endemik
hududlardan tashqarida ham aniglanmogda.

Tadqiqotning magqsadi — endemik va noendemik

hududlarda  p-talassemiyaning  tarqalishi va HBB
geni  mutatsion  spektri  haqidagi  ma’lumotlarni
umumlashtirish.

Material va usullar. PubMed, Scopus, eLibrary va
Google Scholar ma’lumotlar bazalaridan S-talassemiya
epidemiologiyasi va HBB geni mutatsion spektriga oid
adabiyotlarning tahliliy sharhi o ‘tkazildi.

Natijalar.  f-talassemiya  mutatsion  spektri
mintaqaviy xususiyatlarga ega. har bir makromintaqada
allellarning 80-90% ini tashkil etuvchi cheklangan
tez-tez uchraydigan mutatsiyalar mavjud. Migratsiya
aralash genetik profillarni shakllantiradi, bu standart
panellar  yordamida  diagnostikani  qiyinlashtiradi.
Markaziy Osiyo uchun epidemiologik ma’lumotlarning
sezilarli yetishmasligi aniglandi.

Xulosa. Kam o ‘rganilgan hududlarda skrining
dasturlarini joriy etish, milliy registrlar yaratish va NGS
kabi molekulyar usullarni kengroq qo llash zarurligi
ta’kidlangan.

Kalit so‘zlar: p-talassemiya, talassemiya kamari,
gemoglobinopatiyalar, HBB geni, mutatsiya spektri,
populyatsion genetika, tarqalish, migratsiya, skrining,
Markaziy Osiyo.

B-TamacceMusi OTHOCUTCS K 4YUCIy HamboJiee pac-
MIPOCTPaHEHHBIX MOHOTCHHBIX 3a00JICBaHMI YeslOBeKa U
ocraéresi 3HAUMMOM 1po0OIeMoit 00IEeCTBEHHOTO 3/1pa-
BOOXpaHEHHS KaK B SHICMUYHBIX, TaK ¥ B paHee CUNTaB-
ITUXCSl HEOHJIEMUYIHBIMHU perroHax. [lo onenkam BO3
U KPYNHBIX SIHAEMHOIOIHYECKHX 0030pOB, HE MeEHee
1,5% HaceneHust Mupa ABISIFOTCS HOCUTEJISIMU MyTalli
reHa -mIoOMHA, a €KETOTHO B MUPE POXKIAIOTCS ACCSIT-
KM THICSY JETeH ¢ KIMHUYECKH 3HAYMMBIMU (OpMaMu
B-ramaccemunu [19,23,26]. Ilpu 3tom miobanbHOE Ope-
Msi 3a00JIeBaHuUs PACIIPEENICHO KpaiiHe HepaBHOMEPHO:
OOJBIITMHCTBO HOCHUTEJNICH M MAIEHTOB COCPEIOTOYCHO
B CTpaHax TaK HAa3bIBAEMOTO «II05ICa TAIACCEMUI, TOTIa
KaK B WHBIX perHOHaX 3a00leBaHME TPAIUIMOHHO CYUHU-
Tanock kazyuctukou [19,23,26]. Onnako B moclieaHue
JICCSITUIIETHSI KAPTHHA CYIIECTBEHHO M3MEHNIIaCh BCIIE/I-

SUMMARY

Background. -Thalassemia is one of the most com-
mon monogenic disorders, associated with the «thalas-
semia belty from the Mediterranean to Southeast Asia.
Due to migration and expanded screening, it is increas-
ingly identified outside endemic areas.

Objective. To summarize current data on f[-thalas-
semia prevalence and HBB gene mutation spectrum in
endemic and non-endemic regions.

Material and methods. An analytical literature re-
view was conducted using PubMed, Scopus, eLibrary,
and Google Scholar databases, focusing on p-thalas-
semia epidemiology and HBB mutation spectra.

Results. The [-thalassemia mutation spectrum
shows marked regional specificity: each macroregion
has a limited set of common mutations accounting for up
to 80-90% of alleles. Migration creates heterogeneous
genetic profiles, complicating standard panel-based di-
agnostics. A significant lack of epidemiological data for
Central Asia was identified.

Conclusion. Systematic screening programs, nation-
al registries, and broader molecular methods including
NGS are needed, particularly in underrepresented re-
gions.
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globinopathies, HBB gene, mutation spectrum, popula-
tion genetics, prevalence, migration, screening, Central
Asia.

CTBHE MACIITa0HOI MUTpaNny, yITyqIIeHNs THarHOCTH-
KU ¥ PacUIMPCHUS IPOTrPaMM CKPUHHHTA, YTO TIPUBEIIO K
BBISIBIICHHIO [-TaJaCCEMHU JIAJICKO 3a MpeieinaMu Kirac-
CHYECKUX DHJIEMHYHBIX 30H.

Tepmun «mosic Taaccemumn» (thalassemia belt)
chopMHpOBaJICS HAa OCHOBE HAOIIONCHHMN 3a HEOOBIU-
HO BBICOKOW YAaCTOTOW HACJIEICTBEHHBIX TI'eMOIIOOU-
HOTIATHH B TPOTHKEHHOH TeorpauuecKkoi 30HE OT
CpenmzemHomopbs uepes bawkuanii Boctok n OxHYI0
Aznto 10 FOro-BocTtounoil As3uu U IOXKHBIX PETHOHOB
Kuras [20,25,29]. Knaccuueckasi KOHIIENIUSA 0sica OT-
pakaeT Kak OMOJIOTHYecKHe (MCTOpUIecKas MasipuiiHas
SHIEMUYHOCT, CEJEKTHBHOE MPEHMYIIECTBO TeTepo-
3UroT), Tak U nemorpaduueckune (3pdexr ocHoBaTes,
SHJIOTAMHBIC OpaKu, W30S MMOMYJISINNA) MEXaHH3MBI
(dbopmupoBaHus apeana [-tamacceMuu. B To ke Bpems
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HaxoruieHue AaHHbIX B XXI Beke mokasano, 4To peajib-
HOE pacTpesielieHHe HOCHUTEIhCTBA W KIMHUYSCKH 3Ha-
9uMbIX (pOpM P-TanacceMuu MIMpE, YeM KIACCHYCCKHE
reorpaduyeckie TpaHUIBI Mosca: 3abojeBaHue BCE
qare nquarnoctupyercs B EBporie, CeBepHoit Amepuke,
Poccnn 1 pyrux «yCIOBHO HEIHAEMUYHBIX)» PErHOHAX
[20,25,29].

CoBpeMEHHBIC MOJICKYJIIPHO-TCHETUUCCKUE METO-
ITBI TIPOJIEMOHCTPUPOBAITN YpE3BBIYaiHOE pa3sHOOOpasne
myTtauuid rena HBB: x Hacrosimemy BpemMeHH onmcaHo
6osiee 350 MAaTOreHHBIX BAPUAHTOB, OTIMYAFOIIUXCS KaK
[0 MEXaHU3MY BIIMSIHUS HA CUHTE3 [-INIOOMHA, TaK U IO
reorpadpudeckoMy pacnpeaeneHuro [9,27]. s MHOTHX
PETHOHOB XapaKTEPeH CIEMUPUISCKUN «MyTaIlMOHHBIN
MOPTPET», OTPAKAIOIIUN COBOKYITHOE JIEUCTBHE MaJsi-
puitHO# cenekuuu, d3GdeKTa OCHOBATEISI, YHIOTAMHU U
MUrpanuii. B cMEmaHHBIX U MUTPAHTCKHUX MOMYJISIHASX
(hopMHPYIOTCS THOPHIHBIE MYTAIHOHHBIE CIIEKTPHI, UTO
UMeeT HeIOoCPeACTBEHHOEe 3HAYeHWe NI BBIOOpa ana-
THOCTHYCCKUX TIAHENeH, CTPATeTui CKPUHUHTA U UHTEP-
npeTauuy KinHudeckoro ¢enoruna [9,23].

HEJIb HACTOSAIIEI'O OB30PA — 0606muTs co-
BpEMEHHBIE JaHHBIE O Teorpaduu pacpoCTPaHEHHOCTH
B-TanacceMuu U MOMYJISIIIMOHHO-TCHETHYCCKOM CIIEKTPE
myTanuii rera HBB B sHIEeMUYHBIX U HEOHIEMUYHBIX
permoHax, ¢ 0COOBIM aKIEHTOM Ha MOSC TalaCCEeMMH,
CTpaHBI IOCTCOBETCKOTO MPOCTPAHCTBA U LeHTpanbHyro
Asznto. 3amaun 0030pa Bkiro4aroT: (1) KpaTkuii aHamm3
HUCTOPUYECKOr0 (POPMUPOBAHUS KOHIICIIMH TOsica Ta-
JacceMud; (2) XapaKTepUCTUKY SBOJIOIIMOHHBIX U TIOITY-
JISITHOHHBIX MEXaHIU3MOB, OTIPEICINBIIINX COBPEMEHHBIN
apean B-tanmaccemuu; (3) oOCyKIeHHE METONOJIOTHYE-
CKHX aCIICKTOB OLICHKU PAaCIPOCTPaHEHHOCTH U MPUYHH
HETOOICHKH 3a00JIeBaHNS BHE JHIIEMHYHBIX PETHOHOB,
(4) cpaBHEHHE SIUAEMHOIOTUISCKUAX JaHHBIX IO KITFO-
YEeBBIM JHJCMHUYHBIM CTPaHAM U «HOBBIM» PErHOHAM
pacripoctpanenus; (5) aHaNU3 PerHOHAIBHBIX OCOOCH-
HOCTEH MyTaI[OHHOTO CIIEKTPa 3-TaJlacCeMUH U UX KITH-
HUKO-ZIMarHOCTHYECKOTO 3HaueHus [ 19-20, 23-26].

[osIC  TAJTACCEMUM: KOHIEIIMWA U
COBPEMEHHOE ITOHUMAHUE

Hcemopuueckoe npoucxodicoenue mepmuna

IlepBble KIMHUYECKHE ONMUCAHUS TSAKEIOW HACIIE-
CTBEHHOW aHEMHUHU Yy JIETeH CPeAr3eMHOMOPCKOTO MpOo-
HCXOXKACHUS OTHOCSATCS K Haualdy XX Beka, korna T.b.
Kymu u coaBr. ommcainy Tak HA3bIBAEMYIO «aHEMHIO
Kymu» y mereil HTambsSHCKUX U TPEYSCKUX IMMUTPAHTOB
B CIIIA [27]. B mocnenyrotmue qecaTUIIETHS CTaJIO SICHO,
YTO CXOJIHBIC CHHIPOMBI BCTPEYAIOTCSI BO MHOTHX CTpa-
Hax CpenuszeMHoMopbs 1 bimxnero Bocroka, uro npu-
BEJIO K BBEIEHHUIO TEPMHHA «CPETU3EMHOMOpCKas aHe-
MUSD» U TTO3KE — «TaacceMusn (0T rped. thalassa — mope,
haima — kpoBb) [20]. Pa6ots! 1. Ya3eposia, [Ix. Kierra
u ux xomier B 1960-1970-x romax cucreMaru3upoBasiv
3HAHUS O TeoTPapUIECKOM paCIIPEICIICHIH TaIacCeMIH
U BIEPBBIE OUEPTHIIN MPOTHKEHHYIO 30HY BBICOKOW Ha-
CTOTBI HOCHUTEIILCTBA, BIIOCIICICTBIH Ha3BaHHYIO ITOSICOM
tanaccemuu [20,25].
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Kiaccngeckoe mpencraBieHne O TOsice Tajacce-
MHU BKIIO4anio crpanbl CpemuzeMHoMopbst (MTanwms,
I'peunsi, Kunp, Mcnanus), bamwxaero Bocroka (Mpaw,
Upak, crpansl Ilepcunckoro 3anusa), FOxHol Asuu
(Uunmus, Ilakucran, banmmanenr), IOro-BocTtounoit
Asun (Tawnang, JTaoc, Beernam, Kambomxa, Manaiizus,
Wnnonesust) u 1oxubil Kutait [20,25, 29-30]. [To3anee
B 3Ty 30HY cTanu BKiIouarh KaBka3 (AszepOaiijkah,
qyacTh ApMeHUW W [py3um) M HEKOTOPHIE PETHOHBI
HenTpampHoit A3um (mpexae Bcero Y30eKkucTaH u
Tamxkukucran). OOWKM AJIsL 9THUX TEPPUTOPUIL SIBIISIET-
Csl ICTOPHYECKAsl SHIEMUYHOCTh 110 MAaJISIPUH, BBICOKAS
9acTOTa KOHCAHIBMHHBIX OpakoB W HaTWYUE JIOKAIb-
HBIX TIOMYJSAAN C BRIPAXEHHBIM (P (HEKTOM OCHOBATEIS
[5,20,29].

Cospemennoe nonumanue 2eoepauueckux panuy

CoBpeMeHHbIe TII00aIbHbIE 0030Pbl NOATBEPIKAALOT,
YTO MOSC TAJACCEMUM OCTAETCS MOJIE3HOHN MM IEMHUOIIO-
TUYECKOM KOHIEMIMENH: UMEHHO B 3TOM 30HE COCpEo-
TOYCHBI MaKCUMAJIbHBIC YaCTOThI HOCUTEIBCTBA U OOJb-
IIMHCTBO MAUCHTOB C KIIMHIUYECKU 3HAYUMBIMU (popMa-
mu B-tamaccemun [19,25,29]. Tem He MeHee TpaHUIIBI
10sica HOCAT I'PAIMEHTHBIN, a HE AUCKPETHBIM XapaKTep:
4acTOTa HOCUTEIHCTBA MIOCTEIICHHO CHIXKACTCS 110 Mepe
yIaJICHUsI OT UCTOPUYCCKUX OYaroB, a He OOpPBIBACTCS HA
ycioBHOM yimHUA. Kpome Toro, iis psiga peruoHoB (Ha-
npumep, LlenTpansHoii A3uu u KaBka3za) Bornpoc 00 oT-
HECCHHH K MOSICY WM K «IOTPAHUYHON 30HE» OCTAETCs
JIUCKYCCHOHHBIM U3-3a OTPAaHHYCHHOCTH M HEOIHOPOJ-
HOCTH JIOCTYITHBIX TaHHBIX [19,25].

JIOTIOTHUTENBHBIM U3MEpeHneM reorpadum [-Ta-
JIACCEMHUU CTAHOBHTCS €€ PaclpoCTpaHCHHE 32 MPEICIbl
KJIaCCHYECKOTO T10sica BCIISCTBUE COBPEMEHHOM MUTrpa-
un. KpymHerie nccnenoBanus HaCIeICTBEHHBIX aHEMHUIT
1 peructpoB remonioonHonaruii B EBporie m CeBepHoii
AMepuKe TMOKa3bIBAKOT YCTOMYMBBIA POCT JOJIU MAlld-
CHTOB C TallaCCEMHUCH B MOMYJSIHAX MPHHUMAIOIINX
CTpaH, IPH TOM YTO YaCTOTA HOCHTEIIFCTBA B KOPEHHBIX
ATHUYECKUX TPpyMIax octaércst Hu3koi [13,26]. B Takux
YCIOBUSAX TEPMHUH «IIOSIC TANIACCEMHW» BCE dalle pac-
CMaTPHUBAIOT HE KaK KECTKO (PUKCUPOBAHHYIO JINHHIO, &
KaK UCTOPUYCCKU CIIOKHMBIIYIOCS 30HY BBICOKOH UCXOI-
HOHM 4acToThl, Ha (OHE KOTOPOU (POPMHUPYIOTCS HOBBIC
«BTOPHYHBIE» KIIaCTepPhl 3a00JICBAHMS B MHUTPAHTCKUX
nonyssiuusx [24,26].

Kniouesvie sndemuunvle Makpopecuomul

BuyTpn mosica TamacceMun MOXKHO yCJIOBHO BEIJie-
JUTH HECKOJIIEKO MaKPOPETHOHOB C Pa3INIHBIM YPOBHEM
N3Y4YEHHOCTH M CTPYKTYypoii OpeMeHu:

— CpeauzemHoMopbe u brnmxuuii Boctok — kinaccu-
YECKUH oYar -TamacceMHu ¢ BBICOKOM YacTOTOW HOCH-
TEIBbCTBA W UINTENFHON MCTOpHEH HAIIMOHAIBHBIX TPO-
rpamm npodunaktiku (Kunp, Ipenwst, Uramus, Mpan,
Typuus, ctpansl [lepcunckoro 3anuBa) [6,20,25,29];

— IOxHast A3ust — OIMH W3 KPYIMHEHIITNX MHPOBBIX
04aroB 1Mo aOCOIIOTHOMY YHCIYy HOCHTENEH W TMaIlieH-
TOB, C BBIPQXCHHOW BHYTPUCTPAHOBOH U MEXKITHUYEC-
ckoit rereporenHocThio (Munus, [Takucran, banrmanerr)
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[19-20];

— IOro-BocTounast A3usi — peruoH ¢ BBICOKOH Ha-
CTOTO# KaKk 0-, TaK W P-Tanaccemmuu, riae OOJbIIOE 3HA-
YeHHE UMeeT KoMOumHupoBaHHas martonorus (HbE/B-
Tanmaccemus) [20,25,29];

— Kurait — xpynHedmmii COBpeMeHHBIN odar [-ta-
JIACCeMUH, The Opemsi 3a00JEBaHUS COCPEIOTOYCHO B
FO)KHBIX MPOBUHIIMSX, & CEBEP CTPAHBI OTHOCUTCS K 30-
HaM C HU3KOHU pacripocTtpaHéHHoctsio [7,30];

— KaBkas u wactu IlenTpanbHoil A3un — mepexon-
Hasl 30HA, IJIE YaCTOTa HOCHUTEIbCTBA M MYTAI[MOHHBII
CIICKTp MCHEE HU3Y4YCHBI, HO IO OTICIBHBIM CTpaHAM
(AzepOaiikan, Y30eKHUCTaH) MMEIOTCS JaHHBIC, IOJI-
TBEPXKIAIONINE BBICOKOE OpeMsi TeMOITIOOWHOIIATHIA
[5,15,18].

JIJist KaKI0ro U3 3TUX MaKPOPETHOHOB XapaKTEPHBI
COOCTBEHHBIC «IIOJIOSICa» M OYaru, 4To OyJeT paccMo-
TPEHO B CIIEIMAIM3UPOBAHHBIX pa3zernax.

Oepanuuenus K1accuyeckoll KOHyenyuu

HecMmoTpst Ha ymoOCTBO M HAIISIHOCThH, KOHIICI-
LS T0sica TATaCCeMHM UMEET psifi orpaHmdcHuil. Bo-
MIEPBBIX, OHA UCXOMHO 0a3WpoBaNaCh HA KIMHHKO-TeMa-
TOJIOTHYECKUX U 3IEKTPO(HOPETHIECKIX MUCCIIETOBAHIIX
cepeauHbl XX Beka, a HE HA COBPEMEHHBIX MOJICKYJISP-
HO-TCHETHYCCKUX JJAHHBIX; MHOTHE PETHOHBI OBLIH OTHE-
CEHBI K TIOSICY MIJIH BHE €T0 10 BeChbMa MPUOTU3UTEIHHBIM
oreHKaM [25]. Bo-BTOpBIX, TpaJMIIMOHHAS KapTa IMmosica
IUIOXO OTPa)KaeT BHYTPUCTPAHOBBIC PA3IUYUS: B KPYII-
HbIX rocynapcrax (Kurait, Unnus, Upan, Typuus) cy-
IIECTBYIOT PETHOHBI C KpaliHe BHICOKOHM U KpaiHe HU3KOM
YaCTOTOH HOCHUTENBCTBA, KOTOPHIE HUBEIHPYIOTCA IPH
paccmotrpenuu ctpassl B 1iesiom [ 19, 30]. B-tpetbux, ona
MPAKTUYECKH HE YYUTHIBACT «BTOPHYHOE)» PACIPOCTpa-
HEHHE [-TaJacCeMUH B MHUTPAHTCKHUX MOMYIANNAX BHE
ncTopuveckux odaros [13,24,26].

OTH OrpaHUYCHHUS IPUBEIIH K TOMY, YTO B TIOCJICTHHC
ro/lbl YCHJIMBAETCS MHTEPEC K 0ojiee TOYHOW, OCHOBAaH-
HOHM Ha JaHHBIX KapT pactpoCTPaHEHHOCTH [-Tajacce-
MHUH U K CHCTEMaTHIECKIM 0030paM, KOTOPBIE COTIOCTaB-
JISIOT WHOOPMALIMIO TIO CTpaHaM C y4ETOM HCTOYHUKOB
naHHbIX U MeTogoioruu [10,19]. Tem He MeHee nosic Ta-
JIACCEMHUU COXPAHSIET IMPAKTHYSCKYIO [ICHHOCTh KaK OpH-
SHTHp IS TPUOPHUTH3AINH CKPUHUHTOBBIX IIPOTPaMM H
poHUIaKTHIECKUX MEPOTIPUSATHH, a TAaK)Ke KaK yIoOHast
paMka JUist 0OCY>KACHHUS HOIMYJISAIUOHHO-TCHETHYECKIX
ocobenHocreil 3a0oneBanus [20,25].

OBOJIIOIIMOHHBIE M TTIONVJIALIMOHHBIE
OCHOBBI DOOPMUPOBAHNA [TOSACA
TAJIACCEMUU

Ponv manapuiinoii cenexyuu

OmHUM U3 KITIOYEBBIX (DAaKTOPOB, OOBSICHSIONINX Te-
orpadugeckoe CoBmaieHHE TOsica TaJaCCEeMHUH C HCTO-
PUYCCKUMU MAJIIPUAHBIMU PETUOHAMH, SIBIIICTCS CEJICK-
THBHOE MIPEUMYIIECTBO TETEPO3UTOT I10 MYTAIUSIM B Te-
Hax m1oouHoBRIX Henei. Emé J[x.b.C. Xonueiin B 1949
TOMy TIPEIIONIOKIII, YTO BBICOKAS YaCTOTa TallaCCEMHUH
U JIPyTUX T€MOIIOOMHONATHI B MAJSIPHUUHBIX pPaiioHaX
00yCIIOBIICHA 3alIUTHBIM 3(P(PEKTOM TeTEPO3UTOTHOTO

COCTOSIHHSI TIPOTHB TSDKENBIX (OPM MasipHH, BHI3bIBaC-
Mot Plasmodium falciparum [12]. TTocnemytomiue momy-
JSIIIMOHHO-TCHETHYECKUE M MOJICKYJSIPHBIC HCCIIECI0Ba-
HUsI yOeIUTEIBHO OATBEPIIIIN ATy THIIOTE3Y: HOCUTEIH
OJTHOTO MYTAHTHOTO aJuTeNs 3-TIIOOMHOBOTO FeHa UMEIOT
CHIDKCHHYIO TSDKECTh TCUCHHS MASAPHH W MEHBIIYIO
CMEPTHOCTh IO CPABHEHHIO C JIMIAMH C HOPMAaJbHBIM
reHorunom [17,33].

KoMrurekcHbIe TeHOMHBIE HCCIIEIOBAHIS ITOCIETHIX
JIeT moKa3aiu, yto myTanuu B HBB u cBsizaHHBIX C pery-
asiuueit y- n B-roduna renax (BCL11A, HBS1L-MYB)
HECYT YETKHE CHTHATYPBI IOJIOKHUTEIBHOU CENCKIHH
MMEHHO B PErMOHAX HMCTOPUYECKOW MaJIIpUHHOMN SHJe-
mugHOCTH [17,33]. Takum 0Opa3oM, MOSIC TaTacCCEMHUH B
3HAUYUTEIHFHOIN CTENCHN OTPaKaeT KapTy MPOILIOro pac-
MPOCTPAHCHUS MAJISIPUU — B OCOOCHHOCTH B HIU3MEHHBIX
OPUOPEKHBIX M PEUHBIX paiioHax Cpeau3eMHOMOpBS,
Bimmmxraero Bocroka, FOxknoii u IOro-Bocrounoit Aszun
[20,33]. B ceBepHBIX MUPOTaX ¥ BBICOKOTOPHBIX PETH-
OHAX, TJe MaJsipus Oblla MEHEE 3HAYUMa, CEJICKTUBHOE
JIABJICHHE OTCYTCTBOBAJIO, YTO YAaCTUYHO OOBSICHSICT
0oriee HHM3KYI0 YacTOTy HOCHTEILCTBA [-TaTacCeMHH,
HampuMep, B CEBEPHBIX NPOBHHOMAX Kwuras, cTpanHax
CesepHroit EBporier u ceBepHbIx obnactsx Poccum [29-
30,33].

Dpghexm ocnosamens u 10KaAIbHbIE NONYAAYUOHHbIE
Kaacmepul

IMomumo MmansipuiiHOM cenexiuu, (GopMupOBaHHE
JIOKaJBbHBIX 0YaroB BBICOKOM YaCTOTHI [-TallacCeMUU
onpenensuiock 3pdexToM ocHOBATENS ¥ MaJIOH YUCIICH-
HOCTBIO UCXOAHBIX MOMyasuuid. Eciu B M301MpoBaHHON
WX TIOJTyH30JIMPOBAHHOM OOIIHOCTH OJTHA HJIH HECKOJIb-
KO MYyTAI[{ii TOSBIISIFOTCS Y HEOOJIBIIOTO YK CIIa IPE/IKOB,
TO B YCIIOBHSAX OTPAaHMYEHHOTO TeHOOOMEHa MX 4acToTa
MOXET CYIIECTBEHHO BO3pacTaTh YK€ B TEUYECHHE He-
CKOJIbKHX TIOKOJIeHUH. Hanbosee spKo 3TO MpOsIBISETCS
B ocTpoBHBIX momyssinusix CpenuzemHomopbs (Kump,
CapauHns) 1 OTACTBHBIX STHHYECKUX Ipynmax Kaskaza
u FOxHoit Aszunm [20,27].

Krnaccuuecknm npumepom siisiercs: CapauHus, Tae
mytarus °-39 (C>T) cocrasmser no 80% Bcex armre-
Jei B-TanaccemMuu, a 4acToTa HOCHTEIBCTBA IOCTUTACT
JIBy3HAYHBIX 3HAYEHWH B HEKOTOPBIX paiioHax [20,27].
Amnanoru4ano, B psne nomyrsinnii KOxxuao# Asum n FOro-
BocTtouHolf A3uM AOMMHUPYIOT OTJENIbHBIE MYTalUH
(manpumep, IVS-I-5 (G>C) B Unaum u Ilaxucrane,
codon 41/42 (-TTCT) u IVS-II-654 (C>T) B Kurae).
OTH TpUMEpPHI JIEMOHCTPHUPYIOT, 4TO reorpadus [-rta-
JIACCEMHUH — 3TO HE TOJIBKO «IIOOAJBHBIA TOSC», HO U
MHO)KECTBO JIOKAJIBHBIX TOMYJSIIHOHHBIX KJIACTEPOB,
c(hopMHUPOBAHHBIX HCTOPUIECKUMU JIEMOTpaPUICCKUMHU
coObrTrsiMu [23,27,32].

DHoozamust u poocmeerHvle Opaxu

Bricokasi pacnpoCTpaHEHHOCTh KOHCAHTBUHHBIX
OpakoB — Ba)KHBIN MOMYJISIIMOHHBINA (haKTOp, YCHIINBA-
FOIIMH HArpy3Ky [-TaJlacCeMuu B psijie CTpaH mosica. B
crpanax biwknero Boctoka, CeBepHoit Adppuku u He-
KOTOpBIX pernoHax KaBkasza moiisi OpakoB MEXIy pOI-
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CTBEHHHUKaMHU (TIepBasi—BTOpast CTETICHb POJICTBA) TOCTH-
raer 20-50% u Ooree, YTO 3HAYUTEIHHO YBEIINYHBACT
BEPOSITHOCTh POXKICHHS JETEH C TOMO3HTOTHBIMH HJIH
KOMITAyHI-TeTEPO3UTOTHBIMU  (hopMaMu  3a00JIeBaHHS
[25,29]. ITpum 5TOM YaCTOTa HOCUTENIHCTBA B TAKUX TIOITY-
JSIASIX MOKET OCTaBaThCSl OTHOCHUTEIHHO CTaOMIIBHOM,
HO KJIMHUYECKOe OpeMst TSDKENBIX (POpM OKa3bIBACTCS He-
MIPONOPLUOHATBHO BBICOKUM [5,25].

Jnst AzepOaitikana W psima peruoHoB Mpana u
Hpaka moka3aHo, YTO KOHCAHTBUHHBIE Opaky SBISIOTCS
BaXKHBIM JICTEPMUHAHTOM BBICOKOH POXKIAEMOCTH Jie-
TEH ¢ TaJacceMHei, HECMOTpPS Ha HAIWYHE IPOTPaMM
ckpunuHra [5,18]. AHajnOruYHas CUTyalusl ONMcaHa B
OTIENBHBIX ATHHYECKHX rpymmax KOxHoit Asun, e co-
YeTaHHNE BHICOKOH YaCTOTHI HOCHUTEIHCTBA, SHAOTAMUH H
OTrPaHUYEHHOTO JIOCTYIA K MPEHATAIBHON JUArHOCTUKE
MPUBOIUT K YCTOMYMBO BBICOKOMY YHCITy HOBOPOMKIEH-
HBIX ¢ B-Tamaccemuei maxkop [19,22].

Hcmopuueckue u cogpementvie muzpayuu

HcTtopuyeckre MUTpaIiy, TOProBbIC IYTH U 3aBOE-
BaHMs BHECIU CYIICCTBEHHBIN BKJIA] B (hOpMHpPOBaHUE
COBpEeMEHHOTro apeana P-tamaccemMun. Apabckue 3aBo-
eBaHus, TOX0pl AJekcanapa MakegoHckoro, Bemukuit
HIETKOBBINA MYyTh, @ TAK)KE IEPECEIICHHSI HAPOIOB B aH-
TUYHYIO U CPEIHEBEKOBYIO SIOXH CIIOCOOCTBOBAJIH IIe-
peHoOCy MyTamuil B-rIoOMHOBOTO T€HA MEXKIy PerHOHa-
mu CpenmzemMHoMoOpbsi, bmmwkaero Boctoka, KaBkasa,
Hentpansnoit u KOxuoit Azuum [1,20]. B pe3ynbrare B
HEKOTOPBIX MOMYJISAIUIX HAOIIONACTCS «MOJICKYIISIPHBII
ClIem» UCTOPUYECKUX KOHTAKTOB B BHJE PEIKUX I pe-
THOHA MyTalWil, TAIMYHBIX U OTOANEHHBIX Teorpadu-
4yeckux 30H [27,32].

CoBpeMeHHasi MacCOBasi MUTPALIUS U3 YHICMHUYIHBIX
crpan B EBpomy, CeBepryto Amepuky, Poccuto u npy-
THE «IIPHHAMAIOIINE)» PErHOHbI CTala HOBBIM (DaKTOPOM
«IKCIOpTay P-TaracceMuu 3a mpeaednl mosica. Kpymaeie
PETUCTPOBBIC HKCCIICOBAHUS TIOKA3BIBAIOT, YTO OO0JIb-
IIMHCTBO MAIIUEHTOB C TaJTacCEMHEH B 3TUX CTpaHax OT-
HOCSITCS K TIOTOMKaM MUTPaHTOB u3 Cpeam3eMHOMOPBS,
brnmxuero Bocrtoka, FOxuol u FOro-Boctounoit Azuu
[13,26]. Bo BTOpOM—TpeTheM MOKOJIEHUH MHUIPAHTOB
(GopMHUPYIOTCSI CMCILIAHHBIC OpaKu, B TOM YHCIIC MEXK-
Iy HOCHTENSIMH W3 Pa3HbIX SHICMHUYHBIX IOMYJISAINH,
YTO TPUBOJNT K MOSBICHUIO HOBBIX KOMOMHAITMHA MyTa-
U 1 U3MEHCHHUIO JIOKAIbHOTO MYTAI[MOHHOTO CIIEKTpa
[13,24].

B cymme manspuitnas cenekims, d¢phekT ocHoBaTe-
51, SHAOTAMISI U MHUTPAIH (POPMUPYIOT CIOKHYIO MO-
3aMKy 4aCTOThI HOCHTEJBCTBA M MYTALMOHHBIX MPOhU-
neit B-tamacceMuu, KOTopasl JIUIb YaCTUYHO OTIHCHIBA-
€TCs KJTaCCHYECKOW KOHIIeTInel mosica 1 TpedyeT Ooiiee
TOYHBIX, OCHOBAaHHBIX HA MOJCKYISPHBIX TAHHBIX KapT
[19-20,32].

METOJOJIOTMYECKUE ACITEKTHI OLIEH-
KU PACITPOCTPAHEHHOCTH B-TAJIACCEMUU

KoppexTHoe cpaBHEHME JTaHHBIX O PACTIPOCTPAHEH-
HOCTH [-TalaCCeMUU MEXKIy CTpaHAMH U PETHOHAMH
TpeOyeT y4éra MPUHIMITHATBHBIX Pa3IUduil B AM3aiiHe
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WCXOAHBIX HCCIEAOBAHNN W MCTOYHHKAX HH(OpMAaImy.
Musallam u coaBT. B TII00ATBLHONM KapTe JTOKa3aTeIbCTB
MOKa3alii, 4TO OOJIBIIMHCTBO CTPaH pacroiarart Qpar-
MEHTApPHBIMH WK YCTAPESBIIUMHU JTAHHBIMH, a JIJISI [ISITBIX
cyOpernonoB (Bkimrodas lleHTpanbHyro A3uWi0) Kade-
CTBEHHBIC ATHICMHOIOTHIECKNE HMCCICIOBAHHS TIPaK-
TH4Yecku OTCYTCTBYIOT [19]. Tang u coaBT., aHanU3UPYs
TEHJEHIINU HacJaeACTBeHHBIX aHeMuii B 1990-2019 ro-
Jax, TOAIEPKUBAIOT, YTO Pa3dpOC OIEHOK pacrpocTpa-
HEHHOCTH TAJACCEMHH YacTO O0yCIIOBJICH HE pealbHbI-
MU PA3IUYUAMU MEKIY TOMYIISIIUSIME, 8 HEOTHOPOIHO-
CThIO METOJIOB Y4€Ta, OXBaTa CKPUHMHIOM U THArHOCTH-
YECKUX alITOPUTMOB [26].

CyliecTBeHHOE BIHMSHHE OKa3bIBa€T BBIOOp TOTO,
YTO UMEHHO M3MEpSIeTCs: 9acTOTa HOCHTENhCTBA (P-Ta-
JIACCEMHUSI MHUHOP), PACIpPOCTPaHEHHOCTh KIMHHUYCCKU
3HauUMbIX (opM (MHTEpMEIHMa M Ma)xop), €KEroaHas
POXKIAaEMOCTh AeTel ¢ THKENBIME (POPMaMH WU COBO-
KYITHOE YHUCIIO 3apETUCTPHPOBAHHBIX MAIlMEHTOB. B oH-
JIEMUYHBIX PETHOHAX C JIUTEIBHO (PYHKIIHOHHPYIOIIH-
MU MpOrpaMMaMH MPEHATAIbHON TUATHOCTHKH U IPO-
¢unaktuku (Kunp, Capnunus, Mpan, Typrus) gactoTta
HOCHUTEJICTBA OCTAETCS BBICOKOM, TOrna Kak YHCIO
HOBOPOXKAEHHBIX C TpPaHC(Y3HMOHHO-3aBUCUMBIMH (Hop-
MaMH 3HAUYUTEIbHO CHIKEHO [6,25]. B cTpanax 6e3 pas-
BHUTHIX TPOTPaMM CKPHHUHTA KIMHUYECKHE PETHCTPEI,
HATIPOTHB, YaCTO HEIOOICHWBAIOT peajbHOEe Opems 3a-
GoneBanust, 0COOCHHO 3a CYET HETSHKENBIX (OpM M He-
muddepenunpoanHoro yuéra npuant anemun [10,19].

Gjorgioski m COaBT. TMPOJEMOHCTPHPOBAIIN, YTO
WCTIONB30BAHNE Pa3HBIX MCTOYHHUKOB JAHHBIX — HEOHa-
TaJbHOTO CKPHHUHTA, CKPUHHHTA OEPEMEHHBIX, TIOIYJIs-
LUOHHBIX PETUCTPOB WJIM BBIOOPOYHBIX OOCIICIOBAHUIA
TPYII pPHCKa — CIIOCOOHO IaBaTh PasziIHUMs B OIIEHKE
pacrpocTpaH€HHOCTH P-TamacceMun B 2-3 pasa Jaxke B
npejenax oxqHoOU u Toii sxe ctpansl [ 10]. CkpuHuHT Oepe-
MEHHBIX U OpaYHBIX Map, KaK MPaBUIIO, 3aBhINIACT OIICH-
Ky 9acTOTHl HOCHTEIHCTBA MO CPABHEHUIO C MCTUHHOMN
MOITYJISIIIMOHHOM, TTOCKOIBKY OPUEHTHPOBAH Ha TPYTIIIEI
C TOBBIIICHHBIM ITHUYECKUM PHCKOM. HeoHaTabHBIH
CKPHHUHI, HAIPOTHB, OTPAXKACT TOJbKO KIMHUYCCKH
MaHudecTHbIC POPMBI U HE YYUTHIBAET HOCHUTEJICH, a B
psiZie CTpaH OXBaT HOBOPOXKACHHBIX OCTAETCS NANEKUM
ot 100% [28].

BHenpenne MOJEKyISIPHO-TEHETHUECKHX METO/I0B
U 0COOCHHO CEKBEHHPOBaHUs HOBOro mokoneHus (NGS)
CYIIECTBEHHO PACIIMPHIO BO3MOXXHOCTH BBISBICHHS
B-Tamaccemun, 0COOEHHO B TOMYJSAIUSAX CO CIOKHBIM
WIA HETUIWYHBIM MYTAIMOHHBIM CIIEKTPOM. Xia M CO-
aBT. TOKa3aiH, uyTo npumeHenne NGS y OepeMeHHbIX B
Kutae no3Bosmio BeIABUTH pefikue BapuanTel reHa HBB
Yy HECKONBKHX IIPOIEHTOB OOCIEIOBAHHBIX, KOTOPHIE
OCTaBaJIMCh HEPACIO3HAHHBIMU IIPHU HCIIOJIb30BAHUH
CTaHJApTHBIX TapreTHbIX maHeneil [31]. B cMemanubix
MOMYJSIUMAX U B CTpAaHAaX C aKTUBHOM MMIrpanued uc-
nonb3oBanue y3kux ARMS-PCR maneneii, opueHTH-
POBaHHBIX HAa OTPAHUYCHHBIA HAOOP «KJIACCHYCCKUX)»
MyTalui, MPUBOIUT K CHCTEMATHYCCKOMY HEIOydETy
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HOCHTENBCTBA W K JIO)KHOMY OIIYIICHUIO HU3KOW pac-
npoctpan€éHHocTy B-ramaccemun [23,31].

Hakonelr, Ha OLIEHKY pacnpoOCTPaHEHHOCTH BIIUSCT
JIOCTYIHOCTB U KauecTBO peructpoB. Therrell u coapt. B
0030pe TpoTrpaMM HEOHATaJHHOTO CKPHHHMHTA ITOKa3a-
JIM, YTO MHOTHE CTPaHbI ¢ (POPMAITBLHO OOBSIBICHHBIMU
mporpaMMamMyl Ha TPAKTHKE MMCIOT OTPaHWUYCHHBIH Te-
orpaduyeckuil 0XBaT, OTCYTCTBUE ICHTPAIU30BAHHBIX
0a3 JaHHBIX M cIa0yr0 WHTETPAlNI0 ¢ KIMHUISCKUMHU
peructpamu [28]. DTo 0COOEHHO XapaKTepHO ISl CTPaH
C OrpaHMYCHHBIMU PECYypCaMHU U JIJIsl OOJNBIINX TEPPUTO-
pHATBHO Pa300IIEHHBIX TOCYIAPCTB, K KOTOPBIM OTHO-
caTcs U cTpanbl LlenTpanbHoit A3un. B Takux ycmoBHsIX
odpuIManbHas CTAaTHCTHKA IO [-TajmacceMruu OTpakaeT
CKOpee OpraHM3allOHHBIC BO3MOKHOCTH CHCTEMBI 37Ipa-
BOOXPaHCHMUsI, Y€M pealibHOE pacrpelesieHue 3a0oieBa-
nus [19, 28].

B-TAJTACCEMU A B DHAEMNYHBIX PETHOHAX

Cpeousemnomopve, Bausicnuii Bocmok u Typyus

Cpen3eMHOMOPCKUAN PErHOH  MCTOPHUYCCKU  SIB-
JIICTCSI TICPBBIM OMHCAHHBIM W HauOoOJIee H3YYCHHBIM
ouarom PB-tamaccemun. Ha Kunpe dwactora HOcHTENb-
ctBa [B-ramaccemun nocruraer 12-17%, dro crano
OMHOW W3 NPUYMH PAHHETO BHEIPCHUS HAIMOHAJb-
HOW TMpOrpaMMbl MPOQUIAKTUKH T'€MOITIOOMHOIATHIA,
BKJTFOYAIONIEH 0O0sM3aTeNbHbIA  TpeMaTpuMOHHATBHBIN
1 TpeHaTanbHbIi ckpuHUHT [20,25]. B I'pennu gactora
HOCHTEJIGCTBA OLCHUBACTCS B 7-8% C pEerHOHAIbHBIMU
MMUKAMH B OT/CIBHBIX OOJIACTSX M OCTPOBHBIX ITOIYJIS-
nusx; B Capnuauu oHa coctaBisieT okoio 10-12%, a B
KOHTHHeHTanbHOW Utamum — B cpenaem 2-3% [8,20].
MyTaIlMOHHBIH CIEKTP B ATUX MOIYJISIUIX OTHOCUTEIb-
HO XOpOIIO OXapaKTCPU30BaH: IOMUHHPYIOT MYTallUH
IVS-I-110 (G>A), IVS-I-1 (G>A) u codon 39 (C>T), na
KOTOpbIE MPUXOAUTCS OOJIbIIAs 4acTh ajureseld B-ramac-
cemuu [8,27].

B Typumu cpessisi 4acTOoTa HOCUTEIbCTBA P-Taac-
CEeMHUU COCTaBIISIET OKOJIO 2-2,5%, OTHAKO B PsI/ie FOXKHBIX
npoBuHIMK (Anmana, MepcuH, Xarail) OoHa JOCTHUTaeT
7-10% [6]. HaoHanbHBINA PErucTp TajaacCeMHUU U Mpo-
rpamMma npo(UIIAKTUKHY, BKIFOYAROLIAs IPEMAaTPUMOHU-
aJIbHBIA CKPUHUWHI, MO3BOJWIHM CYIICCTBCHHO CHU3UTH
YHUCJIO HOBOPOXIEHHBIX C TSDKETBIMU popmMaMu 3aboite-
BaHUs, HO HE TIOBIMSIM Ha OOIIYIO YacTOTY HOCHTEINb-
cTBa B momymsiuuu [6]. B crpanax bnmxzero Bocroka
— Upane, Upaxe, CaynoBckoit ApaBuM — 4acTOTa HOCH-
TeJIhCTBA B-TasacceMnu Koebnercs B penenax 3-10% B
3aBHCHUMOCTH OT PETHOHA ¥ STHHYECKOH TPYIIIBI; Hepe -
KO OIHOBPEMEHHO BBICOKA PaCHpPOCTPAHEHHOCThH O-Ta-
JIACCEMUU U JpyTrux remoroouHomnaruii [19,25]. s
ATUX MOMYJISIHUNA XapaKTepeH pasHOOOpa3HbIl, HO OTHO-
CHTEJIEHO CTaOWIBHBIN Ha0Op JacThIX MyTaruii: [VS-I-5
(G>C), IVS-II-1 (G>A), codon 8/9 (+G) u apyrue, 4to
MO3BOJISIET BBICTPANBATh A(PPCKTUBHBIC TAPTCTHHIC JUA-
rHOoCcTHYecKne nanenu [23,27].

IOoicnasn u FO20-Bocmounas Azus

Wupuiickuit cyOKOHTHHEHT HECET OJJHO U3 HAUOOITb-
LIMX B MUpE aOCOJIIOTHBIX OpeMEH P-TanacceMuu BCliel-

CTBUE OTPOMHON UHCJIEHHOCTH HACEJIEHUS U BBICOKOH
YaCTOTHl HOCHTEIBCTBA B psA€ STHHUECKUX Tpynm. B
WNuauu yacToTa HOCHTENBCTBA [-TAJACCEMUU OICHU-
BaeTcsi B cpeaHeM B 3-4%, HO B OTAENBHBIX LITaTax U
KacToBbIX Tpymmax mocturaer 10-17%. Ilo omeHkam,
exeromHo B Mumun poxnarorcst 10-12 Teicsu aereilt ¢
B-Tamaccemueii Maxop, YTO COCTABISCT 3HAYUTCIHHYIO
oo miodanpHOro mokaszares [19-20]. B IMakucrane
u banrmazmernr coBokymHas 4acTOTa HOCHUTENBCTBA P-Ta-
JAaCCeMHUH W JAPYTUX TEeMOITOOWHOMATHH TakKXkKe BBICO-
Ka; 3HAYHUTENIbHBIN BKJIaJ B OpeMs 3a00JICBaHUSI BHOCHUT
HbE/B-ranaccemust, 0cOOEHHO B BOCTOYHBIX PErMOHAX
cyokonTuHenta [20,29].

MyTannorHbIi criekTp B FOkHON A3WHM OTIIHYaeT-
csi OonmpmM pazHooOpazueM. [loMHUMO IHMPOKO pac-
npoctpanéunoit IVS-1-5 (G>C), BaxHyI0 poJib UTPaAIOT
mytauuu codon 41/42 (-TTCT), IVS-1I-1 (G>A), codon
8/9 (+G) m psAn peruoHaIbHO CIENUPUISCKUX BapHaH-
TOB [23,27]. B psime paboT mokazaHo, 4TO pa3IMdHbIC IT-
HOSI3BIKOBBIC TPYIIBI B MPEAeIax OIHOW CTPAHBI MOTYT
UMETb PE3KO OTIMYAIOIIUCCS MPOQIITN MYTaIHiA, YTO OT-
pakaeT CIIOXKHYIO IeMorpadudecKyio HCTOPHIO PErHoHa
1 MOTIEPKUBAET HEOOXOAMMOCTD ATHOCIEIN(HUISCKOTO
nojaxoja Kk ckpunuury [19,23].

Crpanbl FOro-Bocrounoit A3uu xapakTtepusyroTcs
BBICOKOM YaCTOTOH KakK 0i-, TAK U [3-TamacceMuu, a TakKe
YVHHUKQJIBHBIM coueTaHueM remontoomHonaruii. Ocodoe
3nauenue nMmeer HbE/B-ramaccemuss — komMOMHHUpOBaH-
Has (hopMa, BO3HUKAOILAS Ipu coueTanuu ajuiens HbE
(XxapakTepHOro JIJIsl perHOHa BapUaHTa) U MyTalui B-Ta-
JACCeMHUH, KOTOpas IO PACHpPOCTPAaHEHHOCTH B psAIe
CTpaH MPEBOCXOMUT KIACCUYECKYIO [-TajacceMuro Ma-
xkop [20,25,29]. [To naHHBIM [I00ATBHBIX OI[CHOK, MaK-
CHMaJbHBIE BO3PACT-CTaHIAPTU3UPOBAHHBIC TIOKA3ATEIH
pacpoCTpaHEHHOCTH TeMOTTIOOWHOINATHIT OTMEYEHBI B
Kamb6omxe u Jlaoce, riie COBOKYIHOE OpeMst TallacCeMUH
u HbE-TpeiiTa nocTturaer OmHMX M3 CaMbIX BBICOKHX
ypoBHeit B mupe [29]. B Tamnanne, BeeTHame u apy-
THX CTpaHaX PerroHa IIMPOKO Pa3BEPHYTHI MPOTPaAMMEI
CKPHMHUHTA, OTHAKO OXBAT U KAYECTBO JAHHBIX COXPaHsI-
10T 3HAYMUTENIbHY10 BapuabenbHocTh [20, 25,28-29].

Kumaii kax kpynueuwuii cospemennwiii ouae p-ma-
aaccemuu

Kuraii 3anumaer oco6oe MecTo B IIOOAIBFHON SITH-
nemuonoruu  [-tanacceMud. COBOKYITHAsI TOIYJISIIUS
HOCHTEJICH 3[1eCh — OJIHA M3 HAUOOINBIINX B MHUpE, HO
OpeMs 3a00JIeBaHMS PE3KO HEOJHOPOIHO 110 TEPPUTOPUH
cTpanbl. Wang M COAaBT. TIOKa3aJd, YTO B FOKHBIX IIPO-
BuHumsx (I'yancn, I'yannyn, Xaiinane, KOHbHaHB) ua-
CTOTa HOCHUTENbCTBA [-TaymacceMuu nocturaet 1,5-4%,
TOTJa KaK B IIEHTPATBbHBIX M CEBEPHBIX MMPOBHUHIMAX OHA
cocrasmset meree 0,1% [30]. [To manasiM Cai 1 COaBT., B
Kurae odunmansHo 3aperncrpuposano 6oiee 30 Thicsd
MAIMEHTOB C [B-TaJlacCeMUEl MaXKOp, OTHAKO PEalbHOE
YHUCIIO HOCUTEJICH W MallUeHTOB ¢ HETSHKENBIMU Gopma-
MU UCUUCIIIETCS MUJUTHOHAMU [7].

Myranuonnslii cekrp PB-tanaccemun B Kurae or-
HOCHTEIIbHO KOHIICHTPHPOBAH: B FOXKHBIX MPOBUHIIUSIX
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Ha OrpaHWYeHHBIM Habop Mmytammii (codon 41/42 (-
TTCT), IVS-11-654 (C>T), codon 17 (A>T), 28 (A>QG)
U HeKoTopble npyrue) mpuxomutcs no 80-90% ae-
JIel, 4To co3aéT ONaronpHsTHBIE YCIoBHs I dddex-
THBHOTO TapreTHoro ckpununra [30,32]. Bmecte ¢ Tem
nccnenoBanus, ucronb3ytonue NGS B 3THHYECKH cMe-
LIAHHBIX PErHOHaX (Hampumep, B IpoBUHIUM ['yidkoy),
BBISIBJSIIOT JECSTKU PEeIKUX U HOBBIX BapuaHToB HBB,
YTO YKa3bIBa€T HA MOIHULEHTPHIHOCTH TPOUCXOXKICHHS
1 CIIOKHBIE TIYTH «MIOTOKA TEHOBY» MEKIY MOIYIAIUIMHI
[34]. Zhang u coaBT. Ha OCHOBE MOIMYJISIIUOHHOW T€HO-
MUKH TI0Ka3aJId, YTO pa3HOOOpa3ue MyTanuii -ransacce-
MHUH B I0KHOM KnTtae copMHpOBaHO HECKOIBKUMHU He-
3aBHCUMBIMH O9araMy BOSHUKHOBEHHS U MOCIIE Ty FOIIIM
MEXITOMYJISIIIHOHHBIM OOMEHOM, a HE ETUHCTBEHHBIM
HUCTOYHUKOM [32].

Kuraii Taxxe siBIsIeTCs IPUMEPOM YCIICITHOTO Mac-
mTaOMPOBaHMS MIPOTPAMM CKpUHHUHTA. B psme mpoBuH-
nui (Hanmpumep, ['yaHcw) peanu3yroTrcs o0si3aTelbHBbIC
MpOrpaMMbl TIPEHATAIIBHOTO CKPHHUHTA Ha Tajacce-
MHUIO, YTO MPHUBEJIO K CYIIECTBCHHOMY CHIDKCHHIO POXK-
JIaeMOCTH JeTel ¢ TDKETBIMU (opMaMu 3a00JIeBaHUS
[7,30]. ITpm aTOM COXpaHseTCs 3HAYUTEIHLHOE HEpaBeH-
CTBO MEXKIY T'OPOICKHMHU U CEIbCKHMHU TCPPUTOPHSIMHU,
a TaKkKe MEKAY DKOHOMHYCCKH PA3BUTHIMH M MEHEE
obecrieueHHpME pervoHamu [7]. OmbiT Kuras mpen-
CTaBJIsIeT 0COOBI MHTEpEC I CTPaH C COMOCTABHUMOMN
YHCJICHHOCTHIO HACCIICHHS M PETHOHAIBHBIMU O4YaramMu
BBICOKOI 4aCTOThI HOCHTEJILCTBA, BKJIFOYAsl TOCYIapCTBA
Ilentpansuoit A3zun.

B-TAJIACCEMUA 3A TIPEJEJIAMUM T1OSCA
TAJIACCEMUU

Muepayus xax mexanusm «d3kcnopmay f-manacce-
Muu

CoBpeMeHHas MaccoBasi MUTPAIUS U3 YHICMHUIHBIX
PETHOHOB SIBIISICTCSI KITFOUEBBIM MEXaHH3MOM PacIpo-
CTpaHeHUs J-TajacceMuu B CTPaHbI, IJIe OHA HCTOPHYC-
cKkm ObIa penkocThio. Henderson v coaBT. Ha OpUTaHCKOM
MaTepraie MMoKa3ayli, 9TO IO MAlHeHTOB C TeMOIIIO-
OMHOMATHSIMHU, POKACHHBIX B CEMbsIX UMMHIPAHTOB W3
CTpaH Mosica TAJIACCEMUH, COCTABIIsIa 00JIEE MOJIOBHHBI
B psijie TOPOJCKUX KOTOPT, IPU TOM YTO CPEIH KOPEHHO-
TO HaceleHHus 3a00JeBaHNe BCTPEUAIOCh KpaifHe peaKo
[13]. AnanormuHble TEHISHIMH ONMCaHbl B [epmaHuw,
Hupnepnannax, ckanguHaBckux crpaHax u CeBepHOH
Awmepuke, e OONBIIMHCTBO MAIMEHTOB ¢ [(-Tajacce-
MHEH HMMEIOT TpoucxoxaeHne n3 Cpeam3eMHOMOpHS,
bmwxrero Boctoka wim KOxHO# A3um [13,26].

Tang u coaBT. B aHajM3€ MIOOAIBHBIX TCHICHIIUN
HACJICICTBCHHBIX aHEMUI MOKA3aJIH, YTO PUPOCT YK CIIa
cnydaeB Tanmaccemud B 3anannoii EBporie u CeBepHOi
AMepHKe 3a TIoCIIeTHIE IeCATUICTH 00yCIIOBIIEH TpaK-
TUYECKH UCKIFOYUTEIIEHO MUTPAIIUEH, 8 HC M3MECHCHHEM
YaCTOThl HOCUTENbCTBA B KOPEHHBIX Momymsinusx [26]. B
9THX CTpaHax (OPMHUPYIOTCS HOBBIE MOIMYIISAIINN HOCHTE-
JIeH, BKITIOYAIOIMKE KaK IepBOe MOKOJICHHE MHUTPAHTOB,
TaK U MX MOTOMKOB, YaCTO BCTYIAIOIIMX B CMEIIAHHBIC
Opaku. B pesynbrare BO3HHKAIOT HOBBIC COYCTAHHS
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MyTalni, XapaKTEepHBIX U1 Pa3HBIX PETHOHOB Tosca
TaJaCCEMHUH, YTO OCIIOKHSIET MCIIONB30BaHUE Y3KO Tap-
TeTHPOBAHHBIX MaHesel n Tpedyer Oojee MHPOKOro Mo-
JIEKYJISIPHOTO TeCTUpOBaHUs [23-24].

Knmmanyeckn BaxxHOW TpoOIeMoll B HEDHIEMUIHBIX
permoHax OCTa&Tcs MO3MHAS M OMMOOYHAsT THATHOCTH-
ka. B-TamaccemMuss MHHOpP HEPEIKO PACIICHUBACTCS KaK
Kene30ACPUIUTHAS AaHEMHUS U MOUICKHUT JITUTEITBHOMY
1 HedPPEKTUBHOMY JICUCHHUIO TperaparaMu Keleza, B
TO BpeMs KaK MPUYMHY MUKPOIIMTO3a CIIETyeT HCKATh B
HApPYIICHUSAX CUHTE3a IToOMHA. OTCYTCTBHE PYyTUHHOTO
CKPHHUHTa M HU3Kasi HACTOPOKCHHOCTh Bpadeii B OTHO-
IICHUH TaJJACCEMUH MPUBOISAT K TOMY, YTO HOCHTEIHCTBO
BBISBIISICTCS JIMIIG ITPH CEMEHHOM 00CIIeIOBaHUH TOCTIe
poxkneHus: peO&nka ¢ TokENon (opMoil 3aboieBaHUsS
WIH CIIy4aiiHO TIPU PACIIMPEHHOM I'eHETHYECKOM TECTHU-
poBanuu [4,24].

Poccusa: p-manaccemus ene knaccuueckozo nosca

Poccust  mpencraBnser 1MoOKazaTeNbHBIA  NPUMEpP
«YCIIOBHO HEIHJIEMHUYHOTO» TOCYIapCTBa, B KOTOPOM
B-Tamaccemusi TPaIUIIMOHHO AaCCOLMHUPOBAIACh IPEHU-
MYIIECTBEHHO C HEKOTOPBIMH 3THHYECKHMHU TPYyTIIaMHU
Cesepnoro Kapkasa (/larectan u Apyrie HallMOHAILHBIC
pecryOnuku) [3-4]. B TeueHHe MITUTEIBHOTO BPEMEHU
3a00JIeBaHIE PACCMATPHUBAJIOCh KaK PEAKas MaTOJIOTHS
BHE 9THX PETHOHOB, YTO OTPAXKAIOCh KaK B KITMHIYIECKOI
MPAaKTUKE, TaK W B AWATHOCTUYECKUX aJTOPHUTMaX MPH
MHUKpOIUTApHOH aHemuu. OIHAKO B TOCJCIHHE TOMBI
CUTYyalUs CTajla MEHATHCSI OJlarofapsi BHEPEHHUIO MOJie-
KYJSIPHOW THarHOCTHUKHU W MAJIOTHBIX MPOTpaMM MPEKOH-
HEMIUOHHOTO cKpuHUHTA [11, 24].

Shchemeleva u coaBt. mpoBenu IeTaIbHOE UCCIIEIO-
BaHHE POCCUNCKON MONYISAIUK C TOI03PEHHEM Ha [-Ta-
JIACCEMUIO, BKITIOUYHBIIEe 389 MAIMeHTOB U3 Pa3TUIHbIX
pernoHoB cTpanel [24]. B pe3ynbrare OBUIO BBISBICHO
48 pa3nuuHbIX NaTOreHHbIX Bapuantos reHa HBB, oTHo-
CAIIMXCSA K CPEIU3EMHOMOPCKHUM, OJNMYKHEBOCTOUHBIM,
I0KHOA3MAaTCKAM ¥ BOCTOYHOEBPOIIEHCKAM MOJEKY-
JAPHBIM THTIAM, YTO yKa3bIBa€T HA CIOKHOE MHUTpAIH-
OHHOE TPOUCXOXKJEHHE MYTAlMOHHOrO crHekTpa [24].
CyIlecTBeHHAs YacTh MAI[MEHTOB HE MMeEJia OYEeBHIHOM
STHAYECKOU CBSI3U C TPAIUIIMOHHO SHICMUYHBIMU TPYII-
amM#, a B psze CiIydaeB [-TajacceMus HE paccMaTpu-
BaJlach B AU PEepeHITNATBHOM JAUArHO3e 10 MOTYICHHUS
MOJIEKYJISIPHOTO pesyiabrata [24]. ABTOpBI J€NaloT BbI-
BOJI 00 «aKTUBHOM PacCIpOCTPAHCHUI» [-TalaCCEeMUU 3a
MIpeebl KITACCHYECKOTO MosAca M MOAIEPKUBAIOT HE0O0-
XOIUMOCTH TIEPECMOTPa THATHOCTHYECKUX aJTOPUTMOB
IpU MUKpouuTapHoil anemuu B Poccuu [24].

JlononHUTENBHBIC JaHHBIC MPEIOCTABISICT MIJIOT-
Hoe uccienoBanue Glotov u CoaBT. MO0 MPEKOHIISTIITNOH-
HOMY CKPHHHUHTY B POCCHIICKHX ropojax, IJe B YHCIe
MIPOYUX HACIICICTBEHHBIX 3a00JICBaHUI OBUIH BBISBICHBI
pa3IMYHbIC TeMOTIOOMHONATHH, BKIFOYAsl TalACCEMHUIO,
y nur 6e3 SBHOW ATHHYECKOW MPUHAICKHOCTH K dHIe-
MHUYHBIM perruoHam [11]. Dtu pe3ynbrarsl MoATBEPKIa-
I0T, YTO MUTrpPAaLUsl U BHYTPCHHUC MEPEMCIICHUS Hace-
JICHHS TIPUBEIU K (POPMUPOBAHUIO HOBBIX OYaroB HOCH-
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TeJbCTBA [J-TajacceMuH B KPYyMHBIX ropogax Poccum u,
BEPOSITHO, B COCETHUX CTpaHaX, (POpMaIbHO HE OTHOCS-
muxcs K nosicy tainaccemuu [2,11,24].

A3EPBAVI/[)KAH 1 KABKA3 B
SIUJAEMUNOJIOT MU B-TAJTACCEMIUN

Kagskas 3annmaer ocoboe mecto B reorpadumn [-ta-
JIACCEMUHU: C OTHOW CTOPOHBI, OH MPUMBIKAET K KJIacCHYe-
CKOMY CpeIM3eMHOMOPCKO-OIHKHEBOCTOUHOMY 0Yary; C
JIPYTON — CITY’)KUT UCTOPHIECKAM «MOCTOMY JUIS pacTpo-
CTpaHeHHUsI TeMOTTIOOMHOIIATHI B HampasieHun Poccrun
u LentpansHo A3uu [5]. AsepbaiipkaH sSBIISCTCS HAU-
0oJiee M3YyYCHHBIM B IOIMYJISIIIMOHHO-TEHETHYECKOM OT-
HOIIICHWN KaBKAa3CKUM TOCYAapCTBOM IPUMEHUTEIHHO K
B-tanaccemun. COBpeMEHHBIE JaHHBIE CBHUICTECILCTBY-
IOT O BBICOKOM pacnpoCTpaHEHHOCTH HOCHUTEIbCTBA M
3HAUUTEIHLHOM OpeMEHH KIMHUYECKU 3HAUUMBIX (PopM,
9T0 OOYCJIOBHJIO Pa3BUTHUC HAIIMOHAIBHOHN MPOTrpaMMEI
npoduakTuKy reMonioonHonarui [5,18].

MyTanMoHHBIA CHEKTp P-TajmacceMuu B azepOaiii-
YKAHCKOW TOIMYJISIUKN XapaKTepu3yeTcs MpeoliaganuemM
mytanuit [VS-I-110 (G>A), IVS-II-1 (G>A), IVS-I-1
(G>A) u codon 8/9 (+G), Ha KOTOPBIE MPUXOTUTCS OOITb-
masi 4acTh ayutenieidl 3aboneBanHus [5]. DT BapuaHTHI
COBIIAJ[AOT CO CIIEKTPOM, THIUYHBIM Ui OJIMIKHEBO-
CTOYHO-CPEAU3EMHOMOPCKOTO KJIAacTepa, YTO OTPaKkaeT
0OIIyI0 UCTOPUIECKYIO OCHOBY M TECHBIE Jemorpadu-
YEeCKHe CBA3M PErHOHa C COCETHWMH CTpaHaMHU Tosica
TajgacceMud. [Ipy 3TOM BHYTpH CTpaHbI OTMEUACTCS Te0-
rpadudeckasi reTeporeHHOCTh PACIIPEACICHUS My TN
CeBepHBIC, IOKHBIC, PABHUHHBIE W TOPHBIC pailoHBI Jie-
MOHCTPHPYIOT Pa3Indys B 4ACTOTE OT/IENBHBIX aJUIeNeH,
YTO yKa3bIBACT HA BIUSHHE JIOKAJIBHBIX OMYJISIIUOHHBIX
rpoueccos [5].

Ha ypoBHe cuctem 3npaBooxpanenus Azepoaiikan
MpeaCTaBIsieT coOOW TpHMeEp CTpaHbl, I7e BHEIPEHUE
MPEeMaTPUMOHHAIBHOTO CKPUHUHTA U MPEHATAIBHON JTU-
AarHOCTHKH TI03BOJIMJIO CYIIECTBCHHO CHH3HUTH POXKIac-
MOCTB JIETeH ¢ TSHKENBIME (hopMaMu -TaTacCEMUH, XOTS
4acTOTa HOCHUTENFCTBA B MOITYJIAINN OCTAETCSI BHICOKOH
[18]. Mammadova u coaBT. cOO0IIaOT 00 OXBaTe CKPH-
HuHroMm Ooee 90% OpakoB B psiie pailOHOB U OJHOBpE-
MEHHO MOYEPKUBAIOT, YTO B CEIILCKUX U TPYIAHOJOCTYII-
HBIX PErHOHAaX MPOTPaMMBI PEaln3yloTCs MEHee TOIHO
[18]. Jiang m coaBT., cpaBHHBasg OCBEIOMIEHHOCTH Ha-
CEJICHUsI O TaJacCEeMHH U €€ CKPUHUHIE B IISTH CTPaHAX
C BBICOKOW pacmnpoCTpaHEHHOCTHIO, IOKA3aJIH, YTO YPO-
BEHb 3HaHWH B A3epOaiiykaHe HIDKE, 9YeM, HallpuMep, B
Kurae n Tamnanne, 9ro orpanuunBaeT 3GpQHeKTHBHOCTD
npoduiIakTHYeCKUX MeponpusiTuii [16].

C mpakTHYECKON TOYKM 3PEHHUS, IS KIMHUIMCTOB
Poccun, Kazaxcrana u apyrux cTpaH MOCTCOBETCKOTO
MIPOCTPAHCTBA MPHUHIUIIAATHHO BAXHO YUYHUTHIBATh, YTO
JO00M MAIMeHT KaBKa3CKOIO IPOUCXOKICHUS (asep-
0ali/pPKaHCKOTO, areCTAaHCKOI0, apMSHCKOTO U JIp.) SB-
JISETCS MOTEHINATBHBIM HOCHTEJIEM TeMOTTTIOONHOIATHI
1 HY)XJAeTCS B COOTBETCTBYIOIIEM OOCIIEIOBAaHHU TIPH
IUTaHUpoOBaHUU ceMbu [3,5,24]. Murpauus u cMeas-
Hble Opaku skuteneil Kapkasa ¢ HaceneHHeM Apyrux

PETHOHOB CTIOCOOCTBYIOT paclpOCTpaHEHHIO B-Tanacce-
MHH 32 TPEIeTbl HCTOPUIECKOro apeana u (HopMHpOBa-
HHUIO HOBBIX 0YaroB HOCUTENbCTRA [2,24].

HEHTPAJIbHAA A3US: JEOULIUT JAHHBIX 1
SINJAEMUNOJIOTUYECKUE ITPOBEJIbI

HenrtpanpHas Asus  (Kazaxcran, VY30ekucras,
Tamxukucran, Typkmenuctas, Kelprei3cran) 3aHumaer
MPOMEKYTOUHOE MOJIOKEHHE MEXI1Yy HECOMHEHHO JHJle-
MuaHbIME (Brivoxamic Boctok, FOkHast A3ust) U yCJIOBHO
HesHnemuaHbsIMu (Poccust, Boctounass EBpona) peruo-
HaMu. DIHJIEMHUOJIOTHYECKUE JaHHbIE 10 3TOMY cyOpe-
THOHY KpaiHe HEOTHOPOAHBI U 3HAYUTEILHO YCTYIAIOT
Mo Ka4decTBy W 00BEMY Marepuasiam u3 Kwuras, Mpana
nm Typroun [19,26]. Musallam u coaBT. IpSIMO YKa3bI-
BatoT LleHnTpanbHyto A31i0 KaK OJJUH U3 PErHOHOB C Hau-
OoJiee BBIPAKEHHBIM AC(DHUIIUTOM CHCTEMATHUCCKUX JITH-
JIEMHUOJIOTHUECKHUX JaHHBIX 0 -Tanaccemut [19]. Tang u
COABT. OTMEYAIOT, YTO CTATHCTHKA MO HACIIEACTBECHHBIM
AQHEMHUSAM JJIS 3TOTO CyOpeTrHoHa YacTO arpeTHpyeTcs C
nokazarensimu FOxHO#M A3um, uto emé Ooblie 3aTpy-
HSICT BBIJICJICHUE PETHOHAIBHON crielu(uku [26].

CormacHo uMeronmMcs  o03opaMm,  Y30eKHCTaH
TPAaIUIIMOHHO paccMaTpHUBaeTCcs Kak Hambolee «IHje-
MuuHas» cTpaHa lleHTpanbHOM A3MM TPUMEHUTEIb-
HO K [-TaJlacCeMHUU, IPEKIE BCETO FOKHBIC PETHOHBI
(Cypxangapes, Kamkagapes, Camapkanm), rpaHuvaiie
¢ Tamxukucranom n Adranucranom [15]. Ouenounas
4acToTa HOCUTEIhCTBA B ITUX O0IACTIX HOCTHIacT He-
CKOJIbKHX TMPOIIGHTOB, OJHAKO OOJBIIMHCTBO JaHHBIX
MOJy4eHO U3 HeOONbIIMX BBIOOPOYHBIX HCCIIE0BA-
HUW M HE ONMPAETCSl Ha HAIIMOHAIBbHBIE perucTpsl [15].
Coob1maercs, 4T0 JOMUHUPYOIUMHA MYTAlUsSIMHU B y3-
Oekckoit momyssnuu siBisitorest [VS-1-5 (G>C), codon
8/9 (+G) u IVS-II-1 (G>A), 4to cOMmKaeT MyTaluoH-
HBIH CIEKTP C MPAHCKUM M TTAKHCTAHCKHM W OTpa’kaer
HCTOPHYECKOE POJICTBO IEPCOSI3BIYHBIX M TIOPKOS3BIU-
HBIX MOMYysAUMi pernona [15,21].

Kazaxcran, HaceneHHe KOTOPOTO UMEET MPEenMyTIe-
CTBEHHO TIOPKCKOE TPOUCXOXKICHHE, TPAJUIINOHHO pac-
CMaTpHUBaJICs Kak cTpaHa ¢ 00Jiee HU3KOW 4YacTOTON HOCH-
TEJIBCTBA J-TaTacCEMUHU IO CPABHCHHUIO C Y30CKHCTaHOM
U I0OKHBIMHU cOcelsiMU. TeM He MeHee 0030p reHeThue-
ckux HapyuieHui B LleHTpanbHOl A3uu yka3bIBaeT Ha
HaJIMYME OYaroB IOBHIMNICHHOM YacTOTHl TeMOIIOOH-
HOIIATHH B IKHBIX PETHOHAX BCEX CTPaH CyOpEeruoHa,
Bkiouasi Kasaxcran [21]. Cucremarnyeckux OOIICHA-
[IIOHAIBHBIX CKPUHUHTOBBIX ITPOTPaMM H TTIOTHOIIEHHBIX
MOJIEKYIISIPHO-3TTHIEMHOJIOTHYECKIAX HCCICIOBAaHUN 10
Kazaxcrany u OOJBIIMHCTBY COCEIHUX TOCYIAPCTB ITOKa
MPAaKTUYECKU HET, YTO HE MO3BOJIACT JCNIaTh HAJEKHBIC
BBIBOJIBI O pPeaIbHOM YpOBHE HOocHTenbCcTBa [19,21].

KiroueBoii mpobnemoit st L{enTpanbHoit Asum
oCcTa€TCsl 3aMKHYTBIM KpPyr: B OTCYTCTBHE JaHHBIX
B-Tamaccemuss HE BOCHPUHHUMACTCS KaK IPUOPHUTET-
Has mpobieMa OOIIeCTBEHHOTO 3PaBOOXPAHEHUS; MPH
OTCYTCTBHH IIPHOPUTETa HE BHEIPSIOTCS MPOTPAMMEI
CKPHHHUHIA M PETUCTPBI; 0€3 CHCTEMAaTHYECKOrO CKpH-
HUHTa HOBBIC JaHHBIC HE HAKAIUTUBArOTCs. [Ipu 3TOM Te-

135



orpadugeckoe MoIoKEHNEe PErHOHA MEKTYy OCHOBHBIMH
ouaramu nosica Tanaccemun (bmmwkanit Boctok, FOxHas
Asws, Kurait) 1 Hamm4me HCTOPUYECKUX MUTPAIIMOHHBIX
CBsI3el C HUIMU CBUJICTEILCTBYIOT B IIOJIB3Y TIOTEHIINAIIb-
HO 3HaYMMOM, HO HEJI0OLEHEHHOM pacrpoCTPaHEHHOCTH
B-tamaccemuu [19-21]. B atux ycioBusx menecoodpas-
HO OPHEHTHPOBATHCS HA OIIBIT CTPAH C COMOCTABUMBIMU
ycioBusaMu (AzepOaiimkan, Mpan, Typuus) u ruanupo-
BaTh MOSTAITHOE BHEIPEHHE HEOHATAJIHHOTO, IPeMaTpH-
MOHHAJIBHOTO WM TPEKOHIETIOHHOTO CKPUHHUHTA, a
TaK)Ke CO3/1aHue HALIMOHAIIBHBIX PerucTpoB [6,18,28].

HOMYJISLMOHHO-TEHETUYECKHUIA CITEKTP
B-TAJIACCEMUMU: PETMOHAJIBHA S CITELIUOUKA
N JUATHOCTUYECKOE 3HAYEHUE

MonexynspHyl0 OCHOBY [-TalacCeMHH COCTaBIIS-
IOT TOYCYHBIC MYTAIMH, MAJbIC NCICIHA U WHCEPIHH
B rene HBB, napymaromue y1000# stam sKcrpeccuu
B-rmobuna — ot TpaHcKkpumIHK 10 cTabuinbHocTH MPHK.
ITo ¢yskumonanmsHOMY 3 dekty paznmuyaror [P-amie-
JIM, TIOJHOCTBIO OJIOKHMpYIOIIMe cuHTe3 [(-Iiio0uHa, U
B*-amieny, IPUBOASAIIME K €r0 YaCTHYHOMY CHHIKCHUIO.
KomOuHanmu 5TuX ayieneid onpenessiioT TSHKECTh KITH-
HUdeckoro ¢eHorumna: coderanus B°/B° u BO/Pt accomm-
npoBaHbl ¢ Oosee TSHKENBIM TEYeHHUEM M OoJiee paHHUM
nebroToM 3aboseBanusi, Toraa kak B/p* game coorser-
CTBYIOT HeTskENbIM (opmam [9,27]. Tlo maHHBIM 0a3bl
HbVar u coBpemeHHBIX 0030poB, onmcano Ooiee 350
MaTOTeHHBIX BapranToB HBB, omHako Juils HECKOIBKO
JIECSTKOB BCTPEYAIOTCS C BBICOKOM YacTOTOI B KOHKPET-
HBIX TIOMYJISIUsX [9].

PernonanpsHast crierguka MyTallMOHHBIX CIIEKTPOB
MO3BOJISIET BBIJICIUTh HECKOJIBKO KPYITHBIX «MOJICKY-
JSIPHBIX KJIacTepoB». B cpean3zeMHOMOpCKO-KaBKa3-
ckoM kiactepe aomuHHpYIOT IVS-I-110 (G>A), codon
39 (C>T), IVS-I-1 (G>A), a Taxke psig MEHee 4acThIX
BapuaHTOB [5,8,27]. B 10xHOa3MaTCKOM KiacTepe 3Ha-
ynumbl [VS-I-5 (G>C), codon 41/42 (-TTCT), Fsc 8/9
(+G) u gpyrue; mpu 3TOM HX OTHOCHTENBHAS 4acTOTa
CYIIECTBEHHO BAPBHPYET MEXKIY dTHHUECKUMH TpyTIa-
Mmu [23]. B Bocrounoasuarckom kinactepe (Kuraii, FOro-
Bocrounas Asust) npeodnanaror codon 41/42 (-TTCT),
IVS-1I-654 (C>T), codon 17 (A>T), —28 (A>G) u psn
pernoHambHBIX BapuaHnToB [30,32]. Iy apabckux cTpaH
xapakrepHo coueranue [VS-1-5 (G>C), IVS-1I-1 (G>A)
U PyTUX MyTaluil, HEKOTOPBIC U3 KOTOPBIX OTHOCUTEIb-
HO YHMKaJbHBI JUIS JAaHHOTO peruoHa [23,27].

Juarnoctuaeckue manean ARMS-PCR u nmpyrue
TapreTHbIe METOABI, KaK MPABWIIO, KOHCTPYHPYIOTCS C
y4ETOM 3THX PErMOHANIBHBIX Mpoduiiel, 4to odecrnedn-
BAaeT BBICOKYIO UyBCTBHTEIBHOCTH B MOMYJISIIUSX, COOT-
BETCTBYIOIIUX UCXOTHOMY CHEKTpy MyTanuii. OnHako B
CMETIaHHBIX MOMYJIANNAX ¥ MATPAHTCKUX COOOIIeCTBaX
HCIIOJIB30BAHKE «UY)KUX» MAHENCH — HalpUMep, CpeIu-
3eMHOMOPCKOW MAaHEJH B MOIYIISIUN C F0)KHOA3UATCKUM
WIA CMEUIAHHBIM MPOWCXOXKIECHHEM — 3aKOHOMEPHO
YBEJIMYMBACT JIONIO TPOITYIICHHBIX PEIKUX BapHaHTOB
[23,31]. B Takux ycnoBusix mpuMeHeHHe Oojiee MIHpo-
KX naHened win mMerogoB NGS cTaHOBUTCS Iperoy-
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THUTENBFHBIM, OCOOCHHO TPH OTCYTCTBUH YETKUX ITHUYE-
CKHX opueHTHpOB [14,24,31].

B cMemaHHBIX MOMYJISIIUSX MYTAIlMOHHBIA CIICKTP
HEPEAKO BKJIFOYACT aJUICId HECKOJIBKHX JTHUYCCKUX
rpynm. Shchemeleva u coaBT. y pOCCHHCKHX TAITUCH-
TOB omucaly 48 pa3IMUHBIX MYyTaIMi, OTHOCSIIUXCS K
CPEAM3EeMHOMOPCKOMY, OJIMIKHEBOCTOUYHOMY, FOYKHOA3U-
aTCKOMY U BOCTOYHOCBPOIICHCKOMY MOJICKYJISIPHBIM TH-
1aM, 9TO OTPa)kaeT CIOKHYI0 MUTPAIMOHHYIO HCTOPHIO
HaceJIeHHs KPYIHbBIX TopoaoB [24]. Diamantidis u coaBT.
HAa Marepualie JABYyX I'PCYCCKUX IICHTPOB MOKAa3ajH, 4TO
y YaCTH MAIIMEHTOB KIMHAYCCKHN (DEHOTHUIT HE COOTBET-
CTBYeT OKH/Ta€MOMY TIPH JTaHHOM TCHOTHUIIE BCIICICTBHE
coYeTaHMs [-TaJacCeMUH C O-TaJlaCCeMHUEH, MyTarus-
vu KLF1 u gpyrumu MomuuupyomuMu (Gpakropamu
[8]. Huang u coaBT. onucany 1ecATK1 HOBBIX BAPUAHTOB
HBB, BoisiBienHbx MeTooM NGS B KMTalCKHX KOTOp-
Tax, MPEUMYIIIECTBEHHO B PErHOHAX C dTHUYECKH CMe-
IaHHBIM HaceJieHueM [ 14]. DTh naHHbIe TOqIEPKUBAIOT,
YTO B MOMYJSIHSIX C HCTOPHEH ITHUYECKUX CMCIICHUMA
Y MHTCHCUBHON MUrpALUCH Tl aIcKBATHOTO OIMHCAHHUS
MYTaMOHHOTO CIEKTpa HEOOXOMMEBI PACIINPEHHBIE Me-
TOJIBI MOJIEKYJISIPHOH nuarHoctuku [14,24,31].

3AKJIIOUEHUE

B-Tamaccemust octaéress TOOANIBHO 3HAYUMON Me-
JIATIMHCKOW W COIMAIbHON TIPpOoOIeMOl, OpemMsi KOTOpOi
COCpEIOTOYCHO TPEUMYIIECTBEHHO B TIpeneNax Tosica
TaJacCeMUH, HO HE OTPaHUYMBACTCS €r0 KJIACCUYCCKUMU
reorpaduyeckumu pamkamu [19-20,25,29]. Konuernipwst
Mmosica TaJacCeMHH COXPAHIET SMIHISMHOIOTHUECKYIO
1 KIMHAYECKYIO IIEHHOCTh JUISI NMPHOPUTH3AINU CKpPHU-
HUHTOBBIX U MPOQUIAKTHYSCKUX MPOrpamMM, OJHAKO
COBpPEMCHHBIC JTAHHBIC CBUIICTEIBCTBYOT O 3HAYHUTEIIb-
HOM pPacHpOCTpaHEHWH 3a00NeBaHMS 3a TPEAeTHl Tpa-
TUIAOHHBIX SHIEMUYHBIX 30H BCJEICTBHE MHTPAIIHH,
YAYYIICHUS] JUATHOCTUKUA M PACHIMPCHUS MOJICKYJISP-
Horo TectupoBanus [13,24,26]. B aroii cBsi3u ocoboe
3HaYCHHE TIPUOOpeTaeT u3ydeHue -TajacceMuu B «II0-
TPaHUYHBIX» U paHee HEIHJAEMHYHBIX PETHOHaX, K UhC-
JIy KOTOpBIX OTHOCsATCs Poccust u crpansl LleHTpansHOi
Aszuu [19,21,24].

[omynsAIMOHHO-TeHETHYCSCKUI  CIIeKTp  [-Tasac-
CeMHUH [IEMOHCTPUPYET BBIPAKEHHYIO PETHOHAIBHYIO
Crenu(UIHOCTh, OTPAXKAIOUIYI0 HCTOPHUYECKHE Malsi-
pUifHBIC HArpy3KH, d3PPEKT OCHOBATEIS, YHIOTAMHIO U
Murpanuonssle npoueccel [20,27,32-33]. B uucto sH-
JEMUYHBIX TOMYJSIINAX JOMHUHHPYIOT OTpPaHUYCHHBIC
Ha0OpBl MyTaIyii, uro obyierdaet pa3padboTky 3¢ dek-
TUBHBIX TapreTHBIX AWarHOCTUUYeCKUX nanenei [23,30].
B cMemaHHBIX U MUTPAHTCKUX HOMYJISIUSIX, HAIIPOTUB,
(dopMHPYIOTCSI THOPWAHBIE MYyTAlMOHHBIE CIIEKTPHI,
BKJTIOYAIOMINE aJUIeTH U3 HECKOJIBKUX «MOJEKYIIPHBIX
KJIACTEPOBY», YTO TPeOyeT MPUMEHCHHUs 00Jiee MIMPOKUX
nanenei i metonoB NGS [14,24,31]. UruopupoBanue
9TOM 0COOCHHOCTH MPUBOAMUT K CHCTEMAaTHIECKOMY He-
JIOy4ETy HOCHTENIbCTBA, OIIMOOYHOW WHTEPIIPETAINN
MHUKPOIUTAPHON aHEMUU U HEHAOCTaTOYHOU dPdekTus-
HOCTHU T€HETUYECKOr0 KOHCYIbTUPOBaHUS [23-24].
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IlenTpanbHass A3usi ocTaércs OJHUM W3 HaMMEHee
M3yYCHHBIX PETHOHOB C TOYKHU 3PEHUS CHCTEMAaTHIECKUX
JIAHHBIX O PaCIPOCTPAHEHHOCTH U MYTAIIMOHHOM CIICK-
Tpe P-tamaccemun [19,21,26]. Nmeromuecs: cBeacHUs
mo Y30eKHCTaHy W COCEOHHMM CTpaHaM YKa3bIBAIOT Ha
BO3MOKHOE BBICOKOE OpeMs 3a00JIeBaHMS B IOXKHBIX pe-
THOHAX, OJHAKO OTCYTCTBUE HAI[MOHAJIBHBIX PETUCTPOB
W CTaHJAPTHBIX IMPOrpaMM CKPHHUHIA HE MO3BOJIACT
MONyYnTh Han&xHble oreHku [15,21]. Opranuzanus
MacIITaOHBIX MOJIEKYISIPHO-3MUASMHUOIOTHIECKIX HC-
CJIC/IOBaHMUN, BHEJPCHUE HEOHATAJbHOTO, IPEMaTpH-
MOHHAJIBHOTO WM INPEKOHIICIIIHOHHOTO CKPHHUHTA U
CO3[aHMe TOMYISIINOHHBIX PETHCTPOB MPEICTABISIOTCS
MIPUOPUTETHBIMHU 3aJjadaMU Ul CHCTEM 3IpaBOOXpaHe-
HUS OTHX cTpaH [6,18,28]. OmBIT cTpaH ¢ CONOCTaBH-
MBIMH YCIOBUSIMH — A3zepOaiimkana, Mpana, Typrun,
Kuras — moka3siBaeT, 4TO CUCTEMHBIN MOAXOM K Mpodhu-
JIAKTUKE [-TalacCeMUU CIIOCOOEH CYIECTBEHHO CHU3UTh
POKIAEMOCTh JIeTel ¢ TsoKENBIMU (opMaMu 3a0oeBa-
Hus [6-7,18,30].

Jlis KIMHUYECKOW TPAKTHKH B HEOHACMUYHBIX H
nepexomHbix peruonHax (Poccums, Kazaxcran, ctpaHbl
Boctounoii EBporer 1 LleHTpanpHOll A3WH) KITFOYEBBIM
BBIBOJIOM SIBJISIETCSI HEOOXOMUMOCTh pacUIMpeHus aud-
(epeHIMaIbHOTO IUATHOCTHYCCKOTO Psifia TPU MHUKPO-
LIUTAPHON aHEMHUHU BHE 3aBUCUMOCTHU OT JIEKJIApUPYEMOI
STHUYECKOW MPUHAIC)KHOCTH TarnuenTa [4,24]. Beidop
JIUATHOCTUYECKOW CTpATeruu — OT 0a30BOW reMOBapH-
aHTHOW JuarHocTuku A0 NGS — [M0MKeH y4uThIBAThH
KaK IIPEeANojaraéMyio 3THHYECKYI0 NpPHUHAUICKHOCTH
U MUTPALMOHHYIO WCTOPHIO, TaK M JIOKAJIbHBIC JTAaHHBIE
0 MyTalMOHHOM cnekTpe [23-24,31]. B ycnoBusax Heo-
MPEICIEHHOCTH U BBICOKOTO MUTPAIMOHHOTO CMEIICHUS
pUMeHeHHe MHUPOoKuX manened uiu NGS MOoKeT ObITh
Ooree panMoOHATBHBIM, YeM HCIIOJIH30BAaHUE Y3KO Tapre-
THPOBAHHBIX HA0OPOB, MOCTPOCHHBIX TI0 MOJICIISIM KJac-
CUYECKUX IHIEMUYHbIX peruoHoB [14, 24,31]. Takum
o0Opa3oM, codeTaHHWe >MUACMUOJIOTHYECKOTO M TIOIY-
JAIMOHHO-TEHETHYECKOTO TIOIXOJ0B IO3BOJSIET Oonee
TOYHO OLICHHBATh OpeMs [3-TallacCeMUU U IIAHUPOBATh
3¢ PeKTHBHBIC MephI TI0 €€ MPOQUIAKTUKES U KOHTPOIIO
[19-20,25].
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