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Tepuomugeckas 6onesns (IIB) npomoikaeT ocTaBaThes B LEHTPE BHUMAHHMS apMAHCKOM
MenuuuHel. Habmopmaronmiics poer yucia GoIbHEIX, 6oNee paHHee Hayalno 3a6oJeBaHMA, U3-
MEHEHHE KJIACCHYECKOM KAPTHHBI KIMHIKH, & TAKKe NaHHbIE HEKOTOPBIX TEHETUYECKUX UcCITe-
JIOBaHMI 0 BBICOKOM YacTOTEe HOCHTENIbCTBA I'€Ha, OTBETCTBEHHOro 3a passutHe IIB, — Bce 3t
(hakTHl IUMKTYIOT HACTOATENBHYIO HEOOXOMMMOCTh MponoJDKeHus uccnenopanmit IIB. C yueroM
TOro o6CTOATENLCTBA, YTO B OONBIIMHCTBE cilyyaeB 3aboNeBaHHME HAaYMHACTCH B JAETCKOM BO3-
pacre, ocob6eHHo akTyansHo usydenue I1B y nere#t [1].

B TeyeHMe MOCICOHEro AecATHWICTHS ObUIa IIONHOCTHIO IIOATBEPXIEHA IeHETHYECKas NpHU-
pona matonorvd. I'eH, Bhi3pBaronmi passutve 116, 6bUT XapTUPOBaH HA KOPOTKOM Iuiede 16-i
xpoMocoMs! [2]. BeUIo moxa3zaHo, YTO IeH Koaupyer 6esiok MmMHOK B 781 aMMHOKHMCIOTY M Be-
coM 86 x/la. benok, NpenIoIOXATEEHO KOOUPYEMbIA 3TUM I'€HOM, YCIOBHO HA3BaH NMMPUHOM
WIK MapeHOCTpHHOM [3—5]. B HacTosimee BpeMs OnmUcaHO A0 23 accOUMMpOBaHHBIX ¢ IIB My-
TalM#, onHako Haubonee yacto Berpeyarores 5 Turos [6,7]. TloxasaHBl 3THHYECKHE OCOBEHHO-
cTH THna MyTaumit [7—10].

Hamu paHee Taxke MPOBOOWIACH MCCICHOBAHNS IEHETUYECKUX aCIIEKTOB I'IB [11,12], xo-
TOpble TIONYYWIH JaJbHeHlllee pa3sBUTHE Iocie obHapyxeHus reHa I1B. l‘enormn 6GoNMBHBIX, a
TaKkXe (EHOTUN-TEHOTUITMIECKHE KOppe/sMy Oputd M3ydyeHeI HaMu y 139 GonbHBIX meTei
(naHHBIA (ParMEHT BEIONHEH COBMECTHO C reHetwyeckuM ueHtpoM AH PA). Bruienenve my- -
TalMM IIpoBomiock MeToxoM akerpakumu JTHK c nocremyromey aMiomduxanyei ¢ oMok
PCR. V 46 GomHbix mereit (33.1%) obHapyXeHB TOMO3WIOTHEIC (DOPMEI, M3 HHX Yalle BCTpe-
yasncs: BapuanT M694V/M694 (44 GonbHEIX) ¥ 3HaUMTENBEHO pexe — M680I/M680 (2 ciyyas). V
79 neret (56.8%) GpuTH O6HApYXeHBI CIIOXHBIE rereposurorsl (M694/M680I, M694V/V726A,
MG6801/V726A w np.); y 8 GomeHbx (6.5%) — reteposurorHble (GopMel X y 5 GombHBX (3.6%),
HECMOTpS Ha HalM4ue SPKOX KIMHUYECKOU KapTHUHEI, MyTalluii OOHapyXWUTh HE yAaloCh.

ITpu roMosurorHo¥ opme ITB yanre Berpeyanach HACHEACTBEHHAs OTATOLIEHHOCTD (79%);
3aboneBanye MaHU(ECTUPOBAIO 3HAYMTENILHO paHblne (89% ciyyaeB) — OO 3-JIETHEro BO3pac-
Ta, Habmomanack WCKIOYMTENEHO cMelraHHas ¢opma IIB. IIpH CIIOXHBIX I'€TEPO3MIOTHBIX
¢opMax 9acToTa HACJIEACTBEHHON OTATOIIEHHOCTH ObUIa MOCTOBEPHO MEHbILE M Kojebanack oT
35 o 56%. JocrosepHo 6BUI BhILIE Bo3pactT MaHu(ecTamyy. TopakansHas ¢opMa npeBaiMpo-
Bajya npy Tme Myramiu M6801/V726A. IloxasaHo, uto M694V Kak B rOMO3MIOTHOM, TaK ¥ B
TeTEepO3UTOTHON (hOpMe OTHOCHTENIHHO Yalle IPUBONWT K PasBUTHIO aMWIOMIO3a. 3HaHUE Ba-
pHaHTa MYTAIlUH II03BOJIAET B HalbHEHIIeM IIPOBOIUTS KOPPEKTHPOBKY KOJIXUIIMHOTEPANIHH.

Hsyuerue pacnpocTpaHeHHocTd IIB Becerna BhI3BIBanO GOMBIION MHTEPEC, B YACTHOCTH
OTMEYaIoCh BIFIHME CPEIOBEIX (DAKTODOB Ha pasBATHE U TeueHMe 3ab6onepanma [13]. C uensio
M3y4EeHHU BONEHCTBHA cpeoBhiX akTopoB Ha pasBuTHe ¥ TedeHMe IIB pasmuyHBIMH MeTofa-
MU (CIUTOIIHOX OMpoC, MCCIeHOBaHNe oOpallaeMOCTH, AHAIM3 JaHHEIX OOJIBHUYHOU perucrpa-
1I¥) HAMM OLEHMBANACH YACTOTa IATOJOTMH Y JETel M3 pasMIHBIX PETHOHOB ApMeHMM. Yc-
TaHOBJIEHO, YTO pacrpocTpaHeHHOCTh IIB B JETCKOM MOMyISWM pa3IiYHBEIX PErHOHOB pec-
ny6IMKyY KpaliHe HepaBHOMepHa, xonebnercs or 1:700 mo 1:5000. B wacTtHocTH, Hambonsume
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eqeHbl B CeBAHCKOM PETHOHE, 8 M3 GBIBIIMX aIMMHUCTPATHBHLIX PAHOHOB HaH-
mm: ;;::xem GLUIM OTMEYeHb! B BEICOKOTOPHOM AparalicKoM paitoHe pecryonuku. Ot-
HocuTensHo yame Gonetor ITB xet M3 cenbekux padoHoB. C ONHOM CTOPOHBI, pasHMuA B
yactore T1B MOXeT GBITh OGBICHEHA MCTOPUYECKUM pacripelieNicHneM Myrauwi. B 1o e Bpems
KOPPEJISLMOHHBI AHAIM3 JAHHBIX PAaCTPOCTPAHEHHOCTH C PSNOM KIMMATO-TeorpaduuecKkux
XapaKTepHCTHK PETMOHOB ¥ PA#OHOB PECIyONMKH [OKA3AN BBICOKYIO NOCTOBEPHYIO CTEINeHb
KOppeJILMK ¢ TAKUMM (haKTOpaMy, KAK CTEIICHb MHCOJLILIMM, CPEIHAS CKOPOCTb BETPa M Bbi-
coTa HAj YPOBHEM MOps. MHOXECTBCHHBIA PErPECCHOHHBIA aHANM3 IIOKA3al, YTO KiIMMa-
THYECKAMHU (DAKTOPAMH MOXET GBITh OOBSCHEHO N0 85% pa3HOCTH B pacrpocTpaHeHHocTH I1B
B pervoHax pecry6maxu [14].

C LeMLI0 OUEHKH BIMSHMA Kiumata Ha TedeHue I1B HamMu npoBogwics HAaNpaBIeHHBIX
c60p aHAMHECTHYCCKMX M KATAMHECTUYCCKHMX JAHHBIX Y GonpHbIX mered. Onpoc 97 GonbHBIX
Tokasan, yto y 20.6% neteit B aHaMHese He ObUIO IIEPHOAA OTHOCHTENELHO IUTMTENBHOrO (Gosee
Mecsila) MPOXHUBAHUA B MHOM KIMMaTHYECKOX 30HE. Cpeny ocTaNnbHBIX AeTe# POBHO TIOJIOBHHA
OTMETHIM M3MEHEHHe TeYeHHUs 3a00JICBaHNUA IIPU IIepeesle B MHYI0 KIMMaTHYeCKyio 30HY. [Tpu
3TOM IpaKTHUECKH y Bcex HeTel (38 MCKIIOYEHMEM ONHOro pebeHKa) oTMeyYeHa Clefyiouias
3aKOHOMEPHOCTB: YCWICHHE TSDKCCTHM M YACTOTHl NPMCTYIIOB NpM NepeMelueHuu B Gonee co-
HeYHyIo, OTHOCHTENEHO GoJiee BEICOKOTOPHYIO 30HY M, HaobopoT, — ocnableHue NpUCTYIIOB
Mpy TMepee3le U3 TAKOK 30HHI B Gonee GnaronpusTHYIO. BEUIBNICHHE CDEIOBOro BIMSHMS Ha
manndecrammio U Tederne I1B mosBonser pekomennoBarh 6omeHeM 1B, a Taxke mpencrasu-
TeJIIM TPYIIIBI PUCKA BBHIGOD MECTa XMTENLCTBA M OTHBIXA C YYETOM KIMMATO-reorpacbuyecKon
XapaKTepPUCTMKA DerMoHa. PeKOMEHAyeTcs OrpaHM4YMBaTL NpeObhBaHWe GONBHBIX HETel non
NPAMBIMYA COJTHEYHBIMH JTyYaMH ¥ B YCIOBHAX CHIIBHOTO BETpA.

Hamu 6bUIM ONpPENENICHBl HEKOTOphle KIMHUKO-3MUACMHUONIOTUYECKHE XAPAKTEPUCTUKM Y
523 6onerbix I1B nereit. 3aboneBaHMe y MalbYMKOB BeTpeyaeTcs B 1.5 pasa yame, oTHOCK-
TenbHO yamre Habmonaercs TopakamsHas dopma I1B. ITopaxeHue repuxapna BCTpEYaaoCh B
47% cny4yaeB, OTHOCHTEJIEHO Yallle y MaibyukoB. CpenHnit Bo3pacT MaHubecTanuy 3abonepa-
Hus y BeIGopKy B LesioM coctaBun 3.75 siet. IToutn B 60% ciyuaes 3abosieBanue HauMHANOCh B
Te4eHHUe MepBhIX Tpex JieT Xu3Hu. I1B y nesouek MarudecTHpoBana JocTOBEpHO paHbIie. Pa3-
JMYHBIE cTanuu Hedponatny Habmonamuck B 16.15 % cnyyaes; y JeBoYeK AaHHOE OCIIOXKHE-
HME BCTpeyaloch HOCTOBEPHO B 1.5 pasa gaule. AHaIW3 HaHHEIX PONOCIOBHEX GONBHBIX HeTel
(97 ciyuaeB) moxasas, 9TO MPUMEPHO B 28% cirydacB pONMTENM M Tpeaku GonsHBIX meTeit (mo
4-ro moxoeHua) 6sUIM ponoM M3 omHoOro cena, B 42% ciygaeB M3 oxHOU MECTHOCTH IpEAKN
OBUIM IO OMHON — MaTEPHMHCKOM WM OTUHOBCKOX — JMHMHU. B 30% cnyuaes He HaGmomarock
HHUKaKOMA 3aKOHOMEDHOCTH. B DONOCIIOBHEIX GOJNIBHEIX HE OTMEYEHO MPEBATMPOBAHMS KAaKOIro-
6o apyroro 3aboneBaHuUs.

Hcnons3oBaHye psna CTATUCTMYECKUX MHOTOMEDHBIX METONOB aHAIN3a (KOppEaSIMOH-
HEIW, MHOrohaKTOpHEIA, KIacTEPHEIX), CPABHEHHE C JAHHBIMHA KOHTPOJIBLHON IPYIIIE TO3BO-
JIAJIO BBISIBUTH PAX (DakTOpOB, BO3MOXHO, CIIOCOGCTBYIOIINX paHHe! MaHupecTauuu 3a6onesa-
HuA ¥ TsDxenoMy TedeHmio ITB. K HUM OTHOCATCSA BelIMKOBO3pacTHOCTH poauTenei (67.2%),
ocobenHo orua (47.1%), u Gomslnas pasHuUa B BospacTe pomureneit (36.4%). BrisBnero, 9to v
nere#t, 6omeHeX IIB, mocroBepHO Gonblne GBUI CPOK IPYAHOro BeKapmuuBauua [15]. Taxum
06pa3oM, NPEACTABICHHEIE AAHHEIE MTO3BOJIIOT CACIATE BEIBOJ, YTO HEKOTODHIE CPEIOBhIC (hak-
TOPBl MMEIOT OIPEle/ICHHOe 3HAYCHMWE B pasBUTHM M TedyeHMH IIB. JlaHHas 3aKOHOMEPHOCTh
HMEET MECTO He INpM BCeX BapMaHTax 3aboJNieBaHMS, BEPOSTHEE BCETO — TPH ONpEHEIeHHOM
THUIIE MyTall¥, FreTepO3UTOTHOM BapuaHTe [16].

OnmHoYt M3 npenmnonaraeMBIX QYHKIWYA IMpPUHA SIBISIETCH YTHETEHWE BOCIANCHUS B HeH-
Tpodunax [5]. Hexoropble 0co6eHHOCTH (HepMEHTATHBHOIO CIEKTpPA JIEHKOLWTOB OIMCHIBATIACE
u panee [17]. Hamu mo meromuke P.IT.Haprmccosa [18] BnepBie onmpenenesimch LUTOXH-
MHYECKHE XapaKTEPHCTHKM JIEHKOUMTOB KpOBHM y nereit. MccremoBamich TAKWE TIOKA3ATENH,
Kak IneJioyHass ¥ Kucnas doctarasa HeUTpohWIOB KpOBM, MUEIONIEPOKCHAA3a, Kuciad docda-
Tasa JTMMGOLMTOB ¥ CYKIMHIACTUAPOreHasa. Bruro mccienosano 85 Gonererx ITB B KOHTpONE-
Hag rpymma u3 110 mereit. ITonyuerHsle pesynbTaThl 65UTH 06paboTaHEl ¢ IPUMEHEHUEM KpH-
TEpHEB AOCTOBEPHOCTH CTHIONEHTA; TaKKe GBRUIM MCIIONB30BAHE! MHOIO(GAKTODHEIA ¥ MHCKDH-
MUHAHTHEIA aHanu3. B pesynbraTe 6BUTO IMOKA3aHO, 4TO B TeueHuy I1B mMeeT MecTo mpolecc
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JErpanysuAy, KOTOPhIA BEIDAXACTCS PE2KUM CHYDKCHUEM aKTHBHOCTH MUEJIONEpOXCIIA3Ll BO
ppema npucrtyna (202.0 — 166.0, p<0,001). JanHs4 npolecc o6paTM, ¥ paBHOBECHE BOCCTA-
Hap/IMBaeTCS B NOCTIPUCTYITHEIA NMepuoi. B Xoje MpUcTyna OTMEYEHO BHIPaXXEHHOE CHIDKCHUE
aKTMBHOCTH CyKuMHAermaporeHassl (13.6 — 7.5; p<0,001), 9To roBopur o GoXBmHX 3Hepre-
THYECKUX 3aTpaTax BO BpeMs mpucrymna. JIpyrue moxasaTeny, Kak Kucias U Inelrodras (ocda-
Ta3a HeUTpoduios, kucaas docdaraza muMEGOLMTOB BO BpeMsl IPUCTYNa, HaoGopoT, JAOCTO-
pepHo (p<0.005) Bo3spacraroT. [JlaHHAA IMTOXMMWYECKAs XapaKTEpHUCTHKA XOCTOBEPHO OT-
JMYaeTCsT OT IToKa3aTeNieif KOHTPOJIBHOM IPYIIIBI, ONMHAKO HMEETCS OINpPENEIEHHOE CXOICTBO C
TAKOBOU IpH NAHKpeaTUTaX, YTO YKa3hIBaeT Ha BO3MOXHYIO ITATOTeHETHYECKYIO OGIHOCTEL 3THX
3abonepanmif. [IuTOXMMHUYECKHE NOKa3aTeM UMCIOT OINpEAENICHHEIE OCOBEHHOCTH IIPH PasHBIX
KIMHu4YecKuxX BapuaHTax I1B — B yacTHocTH, HaMGOJNBIIME COBUIM MMEIHA MECTO IpH abmoMmu-
HAJIEHOH, a HaWMEHBIIME —IIpH TopaKansHOM ¢dopMe naronoruy. CHBTH MMeloT Goiree BrIpa-
JKEHHBIA XapaKTep Y MaJlbUKOB; Ha MX [IyOMHY JOCTOBEDHO HEMCTBYET JUIATEILHOCTH 3aboe-~
BaHWA M 94CTOTA IIPUCTYIIOB. Pa3BUTHE aMIIOMIHEIX OCIOXHEHM TakKe afeKBATHO OTpaXaeT-
€4 Ha LUTOXMMWYECKUX ITOKa3aTelsdX, IPH 3TOM IIyOGMHA COBUIOB HE 3aBHCHT OT II€pHOIa 3a-
6onepannda. Hamiure CONMyTCTBYIOLIEH IATOJNOTMHM TRKOKE OTpaXaeTcs Ha CTEIEHW H3MEHEHHS
riokasarejie#, TIpX 3TOM HauWOOJBIIME COBHTM OTMEYAIOTCHd BHOBB IIPM NAHKpeaTONaTHaX. Ta-
KuM o6pa3oM, ITPOBeIEeHHEIE MCCIIeNOBaHUS MOAYEPKMBAIOT HOCTATOYHO CBOEOGpasHEIA Xapak-
Tep H3MEHECHNA LINTOXMMUIECKHX Imoxasarene# npu I15 .

V 6onsuex ITB 6601 M3ydeH crekTp MeMOpaHHBIX dochommmnos (PJI), ypoBeHs akTHB-
HocTH ocdonmumassr A,, CKOpocTs nepokcugauvy munos (IIOJI) spuTpouMTapHEIX MeM6paH
(tbparMeHT BEHITONHEH COBMeCTHO ¢ I'eMaronormyeckuM meHTpoM M3 PA). JlaHHEIE NOKa3are-
JI¥ M3ydeHHl Y 98 GONBHBIX AeTell B pasHbIC NEPUONBI 3a00NeBaHMSA, NP HAIWYAMA COIYTCT-
Bylolel maroyorum, ocnoxHeHui I1B, Ha ¢doHE KONXMIMHOTEpalMH, & Takke KOMOHHMpO-
paHHoro JjeyeHus ITB KomxuumHOM M THOCYAbtaToM HaTpuda. OmnpeneneHue MeMOpaHHBIX
thochoMMITHIOB IPOBOAMIOCE METONOM TOHKOCIOWHOM XpoMartorpaduu [19] B Momadukarmm
I1.A.KaszapsiHa [20] Ha 3axperuieHHOM ciioe cwmkarens Mapku JIC. AxruBHocTs ochomumna-
3pI A, onpenensuiack MeTonoM crekrpoporoMerpru [21,22]. AxrusHocts ITOJI ompenensanack
M0 BBEIXOLY MayoHOBoro muanbgeruaa [23]. TlomyueHHBle pesynbTaThl GbUIM ObpaboTaHm! C
NpUMEHEHUEM KpUTEpHEB HocToBepHOCTH CTHIOACHTAa. YCTaHORBIECHO 3HAYUTENEHOE CHIDKEHHE
conepXaHua (hochaTUIIXOMUHOB, NOMUIHIEPodochOMMIMIOE B yBeImdeHUe hochaTHIHBIX
xucinor. BerasireHo, uto npyu IIB MMeer MecTo NmOBBULEHWE KOHLECHTPaUMH LATOTOKCHUYECKMX
BellecTs — JM30dochaTHIMIXOIMHOB, YTO B CBOK OYepelb CIIOCOOCTBYET NIOBBHIICHANO aKTHB-
HocTH docdommassl A;. OTMEYEHO Takke IOBBIIECHUE aKTHBHOCTH CKOPOCTH IIEPOKCUNALAN
Junuaos. MMeercs npsiMas KOppeasaiys MeXIy IOBHIICHUEM YKA3SaHHBIX ITOKasaTeleil U cTe-
MeHslo0 TsoKecTH 3abonesanmda. Ilpu ocnoxHenuu IIB amwronmHoM HedpomaTuelt oTMEYEHBI
3HAaYMTENbHBIE HapymueHus MertabommsMa OJI, IIOYTH TPEXKPaTHOE YBEJIMYCHHE AKTMBHOCTH
tdocdhomumassr A, 1 ITIOJI. TIpyMeHeHNe KOIMXMIIMHA XapaKTepH3YeTCsl ONpENeNICHHON HopMa-
NU3anMel ypoBHA GonelIMHCTBA (hpakimii MeMOpaHHBX (ochONMIMAOB, aKTUBHOCTU (ocho-
Jvmaser A, ® ITOJI, ocobeHHO mpu HeocnoxHeHHbIX (opMmax ITB. ITomydeHHEIE pe3ynbTaThl
CBUIETENBCTBYIOT O 3HAYAMOM Y4acTHH HapyueHn#d obMeHa dochommno B naroreHese 115
[24]. O6 sTOM CBHIETENBECTBYET TAKKE M TO, YTO IPHMCHEHHE KONXMIMHA IMPUBONUT K HOpMa-
JIM3allMM yKa3aHHBIX ITokasarteneit [25].

C nenpio onpefeeHuss HMMYHOTCHETHYECKHUX XapaKTepAcTHK Kpoed npu IIB maywamuch
PpasTMIHEIE CHCTEMBI KPOBH, B YaCTHOCTH apuTponmTapHeie — O, A, B, AB, M, N; P, p, D, d,
E, 4e, K, k, Le*, Le® u ceBoporounsie — Gm®, Gm®, Gm*, Inv-anTHreHs! (hparMeHT BEIOION-
HeH coBMecTHO ¢ I'eMaronoruyeckuM ueHTpoM M3 PA). B xavecTBe KOHTPOJNBHOM TIDYIIIIB!
6bUTM WCHONb30BaHEl mauuele B.M.HepcucaH no apMaHcKoi nonymsumy [26]. MmMyHoreHe-
THYECKHE MCCIIENOBAHMS IIPOBEACHE! ¥ 125 GONBbHBIX; SpPUTPOLMTapHEIE CHCTEMEI ONpeNesUINCh
Henpsamoil peaxumert Kym6Gcea, a ChIBOPOTOYHBIE — peaKuyeld WHIMOMIMM IeMAarTIoTHHHAIMH.
Hccnenopanus 6 apurporMTapHEX cacteM (ABO, MN, Rh-Hr, Pp, Kell-Chellano, Lewis) mo-
Ka3ajnM, YTO YacToTa GOJBINMHCTBA 3PUTPOLIMTAPHEIX aHTHIreHoB Y GombHEIX ITB mpaxTwmyecku
HE OTIMYaeTcs OT ITokasaTrenei obmel momynmsauwy. I'eTeposuroTHe deHoTmil AB BeTpeyancs
B 2.5 pasa game yeM y 3n0poBrix (20.2% npotus 8.0% B KoHTponbHoU rpymie; p<0.001). oc-
TOBEpHO Yallle BCTpEeYaIcs Takke rereposuroTHeir MN denorvm: (73.6 npotus 58.5% B KoH-
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tpone, p<0.001). Pe3y/ LTATEI M3YUECHHs CHIBODOTOYHBIX CHCTEM Yy GONMbHBIX MOKA3ATH, YTO aH-
tures Inv BoisBasuIcs ame (29.1 npotus 16.7% B KOHTpOJIE), OMHAKO p:amma 6bUIa HepocTo-
sepHa (p>0,05). Y GONBHBIX IOCTOBEPHO Yalle BeTpeyaics aHturen Gm*” (39,11 nporus 18,3;%;
B KonTpone; p<0,001). Kpome anTHreHa Gm™, IOCTOBEPHO yaule BETpedaics aHTUreH Gm

(29.3 nporus 11.7% B nonynsauu; p<0,02). Takum 06pa3oM, HAMH YCTAHOR/ICHA CTIELMbUYHAs
MMMYHOTEHETUUECKAs] KapTHHa cucTeM KpoBH 1py ITB. BEIIBIAEMOCTh YKA3aHHBIX (DEHOTHIIOB
MOXET PACCMATPHMBAThCS KAK HMMYHOICHETHYECKHMI MapKep npepacnoioxeHHocty K I16 [27].

B paHee NPOBEAEHHBIX HCCIICHOBAHMAX OTMEYANIOCh N3MCHCHHME aKTHBHOCTH KATEXOIAMUHOB
B reHese Bocriatenus rnpu I1B [28]. C ueibio onpefeeHUs Xapakrepa HEHPOMMMYHHBIX B3ay-
MOOTHOMLIEHHI X BereraTMBHOM cyvcteMs! npu 1B NMpoBEAEHO M3yyeHHE HEKOTOPBIX IMOKa3aTe-
nelt uMMyHHOM cucteMsl y 78 mere#t — ypoBHA T-IMMQOLHMTOB, a TakXe ampeHepruyecKou
YyBCTBHTE/ILHOCTH JMMbOLHTOB. YpoBeHs T-KieToK onpenessuics o meroauke Bojum u Jondal
[29,30]. [lns onpenescHHUs AAPEHOPELECNTOPHOX WYYBCTBUTENLHOCTH IIONYYEHHBIE M3 KpOBM
6ombHEIX E-mMMbOLMTEL MHKYOMpOBaNKch co cansbyraMoioM B KoHueHTpaumu 10° u 10%:. B
pesyNbTaTe MCCIEAOBAaHMI YCTAHOBJIEHO, YTO B MEXIPUCTYIIHOM IEPUO/IC ¥ Ha BbICOTE IIPHUCTY-
11a OTHOCHTEJIbHOE KoymuecTBo T-mMMGoLUTOB B KpoBU He MeHsercs (59.4 u 56.1% coorserct-
BEHHO), & HEMOCPEACTBEHHO TOC/IE MPUCTYIIA MX KOJIMYECTBO CHMXKAETCA A0 53.5%. B,-aupeHo-
MUMETHK Calb0yTaMoJI, B OTJIMYME OT IepHOofa IPUCTYNa, B MEXTIDHUCTYIIHOM TIEpUOJE TIPUBO-
IuT K yrHeTeHmio E-poseTkoobpasoBanus. MHrubupyrommit agdexr cansbyramMona B3auMocss-
3aH C HEXOTOPBIMM M3 KIMHMUYECKWX TIOKa3aTelle — BMIOM IPHCTYIIA, BEIPAXEHHOCTHIO JIMXO-
pazky, moioM pebeHKa U panoM Apyrux ¢axropos. [IpuMeHeHNe KOIXMIMHA NPUBOAUAT K HOp-
MaJIM3alHY aOpEeHOPCICIITOPHOM YYBCTBUTENLHOCTH T-TMMGOIMTOB K MCNONE3YeMOMY anpeHo-
MHMMeETHKY. TakuM oOpa3oM, MOJNyYeHHBIE NaHHBIC CBHACTEINILCTBYIOT O CBocoGpasHOM TuIe
B3aMMOCBS3eH MEXIY MMMYHHOH (KJIETOYHOM) M BereTaTUBHOX cucremamu mpy ITB [31].

Jleyerne ITB KONXMIIMHOM NPOYHO BOLUIO B NPAKTHKY COBPEMEHHOM MemMLMHE! [32,33].
Ilpu ycnoBuH HONTOBPEMEHHOIO HasHa4YeHHs NAHHOIO Iperiapata ocoGeHHO BaxeH moxbop
ONTUMANBHBIX 103 U KaTaMHecTHYecKue HabmojaeHus. ducnaHcepHoe HabmoneHue B peciny6-
JuKaHcKoM aetckoM ueHtpe I1B, B yacTHocTH aHamma 234 ciyyaeB HasHaYeHWS KOJXMIIMHA
JeTsM B Bo3pacTe oT 2 go 15 yier, mokasano, YTo cToikui 3ddexT npy Ha3HAYCHHUH KONXMLIM-
Ha Habmonancs B 65.8% ciydaeB; B 32.4% ciyyacB 3¢hexT MOXHO GBUIO OLIEHUTh KAK OTHO-
CHUTENbHEM (EMMHWYHEIE a6OPTHPOBAHHEIE NPOSBICHUS 3a00IeBaHUA — KpaTKOBPEMEHHas ab6-
NOMMHAJTHSA, MXopanka U Ap); y 1.8% GonsHbIX Habmoanach pesuCTEHTHOCTS K KOJIXULUAHY.
CyroyHas 1o3a KOJIXMIIMHA COCTaBWIA B pacyere Ha k2 Macchl 0.01—0.05 a2, a o Bospacram —
no 3 yer — 0.15-0.3; 3—7 ner — 0.3—0.6; 7—10 ner — 0.6—0.9; 10—15 ner — 0.9—1.2. B ciyuae
P43BUTUS HedponaTiy Ho3a cocrapmsuia 1.2—1.8 me. ITo6ounsie addeKTE 0T HazHaYEHUSA KO-
XULMHA (AUCHENTHYECKUE SBICHMS, aJUIEprUYecKasi ChIlb, AJONElMs) HabMIoNaluch BeckEMa
penxo. B ciyuasx ocnoxHeHus reuyenus [16 naHkpeaTonatuedt apdHeXTHBHOCTS NEUCHUS yCH-
JABaJIaCh IPA OXHOBPEMECHHOM HasHaYeHUM KOJXMIMHA U THOCYNbdara Hatpus [34,35].

B sakmoyeHue CIEAYeT OTMETHTB, YTO BhICOKas 4acTota IIB B apMsHCKOM MOMyNALMH,
MOXHU3HEHHOE MHBAIMIM3MPYIONEe TeYCHUE, BOZMOXHOCTE PAa3BUTHSI HeoOpaTUMOM aMMIona-
HO¥ HedponaTum — Bce 3T0 OOycHaBIMBaeT 3HAYEHHUE CBOEBPEMEHHON IMATHOCTHKY, IIATOre-
HETHYECKH OOOCHOBAHHBIX ONTHMANBHBEIX (OPM JIEYCHHMS M IOMCIIAHCEPHOTO HabIONCHUS

6oneHEX I16 nereit.
ITocmynuna 06.09.00

GLERULELP UNS MULLELTUTYL {PLUVANRE3UL
LUULGUPUYELTLARRBUY, SUGARILUATLAREBUY 64U UvSUSLARG3 UL
FultvuylUypk3 LULSELrL
LU Uunjwdwnpyui, U.Q.UwpquyuG, 9.9 Utwpjwi, ©.$.Uwpqujud, -
U.U.UnnwwnunijwG, <.9-Uwpquyub, MU Awqupyu, 0.0 Nbnpoujwi, U.2.Qupwupjwd,
L.U.YdonjuG, b.S.Upgnuiwbymb :

Ubipyuywgynn wphmunpubph Gujunpuil t bnby pugwhwpty wwppbipwlwl hhjwinmpjub (NS)
duiwlwl ghlmphw-phlnphujuyhll Yopbjwghwlbpp, wppwphl wogulibph hbwpunjnp Swubwlgmpsnin
NN quipqugdwb dkg, higwbu il gniyg yw) whiyudlnipub npn onwyibiph ghpp, hlsuybu bwh Gbpluwnuiu
Yhpwndnn pridiwl dbbph wpnnubunbpmpyniinp: S puowwny 139 bpbjuwibph gbbbghl Jbpmempmin
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gnyg £ by, np bpulg dnyp -hwinhuod Gb haplywy ypuppbpulbbpp. 44 bpbfuwbbph g Gl &
hninghgnyn M694V unupwghw, 79 hhjwlnh doy' dbl pwpn hbpbpnghgnyp dnupwghiu, 8-p bnby bl
htiybipnghgnip Uy dnupwighuwh wonwing, hul 5-h dng dnuipuighw sh Ohwigyby: M694V dnupuwghuyh ghwpmd
GOhunpyby £ hhywinnipul wounfby Swin plpwgp U hpjwinmpywl Jun vihqe, wowb) hwswh hwighwb; £
plypubbwl wihwdbbg: NS Ypdpuyhl bluu[ hhthnhhnh znowlmd hwpwpbpuljwinpbb qbpwpsnnud tp
M680I/V726A btpljwlh dnuypuoghu:

MN hwtwwlwinpyub hhlpmqntpmpjmb&hpn gnyg bl yufby, np NS Swywupwih ypuppbn spewbibbph
bipbuwlibph dny hwbnhwnd £ qunppbp hwdwhudwbmpyudp. 1:5000-hg dhigh 1:700: Ynpbjwghnlb Ybppnidn-
pjwili wprynilipnid b hwip G0 BYb ppulwb upnyq Ynpbpughwibn npng Yihdwjwlwh gopdnblbph hby, npnig-
hg bl wpbwthwyih yphnnoupynlp, punint dhohl wpwgnipnibp b yujjuy gnyint pupdpnipinilp dnyh dwljbiptuhg:
NN hwpwpbpwubnpbl wowygby hwéwh hwighuby Egmquiljub Juypbpod phwldnn bpbluwbbph speuwbng,
hul hwpgywd 97 tpbfuwbbph dlnnbtinhg wwpqyby & np 28 nhiwpbpnid Gouby £ np hpbillg bwhubhlbpp Shigh 4-
pn ubpnibn dwgnuing Onyl guinhg GG bnbp: DN dwdwbwly npnp nhulh gnpdnbhbph Gwlhwhnepub
htpwgnipmipymbp gnyg £ yby, op wynwhuhl Ywpnn b0 hundwmlby dinnGbph pwpdp ypwphgp. dbnnbbph
pwphpuihl ypuppbpnupyoilp, Ypdph Yuwpeny Yopulpdwl phongnigniin:

Ubipjuymiu Ghpwnpynd £ np whphip hwinhuwimd £ Gbpppodhjbbpod poppopdwh pihhphypnp: DS
dunfwliwy bjinghinlbph hunphljuqbpddwl gnpdplpwgp qiwhunphnt Guyunpuilny ppulwiogl bh ghypn-
phihwlwh hinpwgnnmpnilibp: Swupunmiby £ Ghpppodhiibph huphugbpdtub Sumilgnpmibp AN
whipudinpyull fhg: NN yumnuynn bpbjuwbbph dnyp mumdbwohpyby B0 punwipuht $nudojhwhnbbph
uwtijppp, Pnudnhyquiqui Uo-h dwljwpnwlp, (hyhnbph gbipopuhnugiwh wpwgnipymip Ephepnghipuihl
punwiplbpmd: Swuypufly £ Gjwd gnigwphplbph, duwubuwynpumbu $oudnihyuqu Wa-h tuuloy-
gnipynilip M whipudlnipyul dhe: MS ypwowwnn  hhgwinlbph dnip wnwehl wigund hunfwlgywd alny
nunuibwupply b wppwb  pdntbwgbbinphy  hwdwlwnpgbpp:  Upnmbpnd  hwppbwpbpdly £ gpujwb
thofuljwujwlgnignil NN b tphppaghyuyhl  bipbpnghgnip AB b MN - hlmiphujbiph* b ohénujuihl
Inv (1), Gm * UL Gm™™* hwljudhlbbph theli: Qhlbphynphl wwyiwlunfnpwd wnywh huwljwdhbibpp Yupon
bl hwinhuwiwg hhjwinmpyub hdmbwgbbbphl goghs:

NN himbwhl b Gjwpnuyhl hunfwliwpgbph thouuwwhgjudnpmibp ghwhunpbmpt hwyuwpulnyg bGpb-
Juwlbph wpywb T-jhddnghinbbpp pllnipwgyty b wuqpnupuingh htnp: Uwwgmgyb £, np ogyugnpdynn B2-
wnpbindpitphyp NN dhelnujuyuljul spgwlinul gnigwpbpmy £ G-ywpnuiwgnywgnul plljénn wqnbgnipimi'p
yuuppbipnipymb tnwjuyh: Opnp YihthYulwl wppubwypnigmibibpp wqgnud bl swpaupudngh Jwppwlugo-
Juljgimb hupympymb gpu: Unpwgdwd ypdywbbpp Jhuynd b AN dudwbwy gnympynih mibbgon nipnih
Uywpuwhdniuyhlt hwdwgnpdwlgnipjub dwuhb: Amddwh wpnmbuwybpmpiniip qhuhunpbm Gupugpoloyg
YUpnidyty E Ynfuhghbh Yhpwedwh YihehYwijwh wpnmbufbpnipgotip 2-15 pupbljwb 234 hfwinbbph dnyp:

MODERN ISSUES ON EPIDEMIOLOGY, ETHIOLOGY AND PATHOGENESIS OF FAMILIAL
MEDITERRANEAN FEVER IN CHILDREN :

V.A Astvatsatryan, S.G.Sargsyan, G.G.Amaryan, T.F.Sargsyan, S. S.Arustamyan
H.G.Sargsyan, P.A.Kazaryan, R.A.Petrosyan, A.H. Zakaryan, L.A.Ktsoyan,
I.T.Arzumanyan

The aim of the presented studies was to analyze the genotype—phenotypc correlation in
Armenian children and to establish the role of external factors in FMF. We have also
investigated some pathogenetic mechanisms in FMF and analyzed the efficacy of colchicine
therapy. The genetic analysis of 139 children with FMF has shown that 44 patients are
homozygote for M694V mutations, 79 patients are double heterozygotes; 8 heterozygotes for one
of the mutation and in five cases no mutation is identified. Homozygotes for M694V have the
highest severity of disease, highest percentage of positive family history and earliest age of onset:
thoracic form of have FMF relatively dominated among patients with double heterozygote
mutation M680I/V726A.

The study of the prevalence of FMF in children showed on unequal geographic distribution
of the disease in Armenia: the prevalence rates range from 1:5000 to 1:700. The correlative
analysis of prevalence rates with some climatic factors have shown on positive and significant
correlation with average rate of wind speed, duration of sunny days and'the altitude above sea
level. The incidence of FMF, relatively higher in children from rural areas and 28% of 97
interviewed patients noted, that the origin of their families up to forth generation is one village.
The study of some risk factors for FMF showed the positive correlation with the old age of
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ifference in father’s and mother’s age and the duration of breastfeeding. So, presented

533%&:0 the influence of external factors on the penetrance of genetic disorders. 3

Recently it has been suggested thactaryﬁn is a down-regulator of inflammation in neutro-
philes. The investigation of cytochemi chamctc.rlsuqs of .leqkocytes revealed the significant
change of them. Trends of cytochemical changes in neutroiphiles approved the role of d.eg_m-
nulation of neutrophiles in FMF pathogenesis. .T.he spectrum of .membrane phosph‘ohplds.
activity of phospholipasa A2 and peroxydation of lipids in children with FMF were studied also
The change of the activity of phospholipasa ‘A, related. to the severity and form of disease were
revealed. The study of erythrocyte and serum antigenic systems in patients with FMF showed
positive relation between FMF and incidence of erythrocytes antigens AB, MN and serum
genotypes Inv (1), Gm*™ Gm***. Genetically determined systems of blood antigens are believed
to be markers of FMF. : S (35

The study of peculiarities of the neuro-immune interactions in FMF was done also.
Peripheral T-lymphocytes were incubated with B,-adrenoagonist salbutamole. E-rosette
formation inhibition by trailed doses of salbutamole was observed in children with FMF in
remission versus period of attacks. There was revealed the correlation between some clinical
manifestations of FMF and salbutamole effect on the E-rosette formation. The prospective study
of colchicine therapy in children has shown its high efficacy.
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